Orphanet Report Series
R N ——

Rare Diseases collection

Homep 2 | saBaps 2022

Iloka3zaTeau pacnpoCcTPaHEHHOCTH M 3200,1€BA€MOCTH 110
PeaAKUM 00JIe3HAM

bubauorpadguyeckue JaHHbIE

3aboJeBaHus, MEPEUYNUCICHHBIEC IO YOBIBAHUIO PACIPOCTPAHEHHOCTH,
3a00J1€Ba€MOCTH WJIM KOJIMYECTBA Oy OJIMKOBAHHBIX CITy4YacB

www.orpha.net www.orphadata.org
i Inserm

La science pour la santé
From science to health

Co-funded by
the Health Programme
of the European Union



file:///C:/Users/dlagorce/Orphanet/ORS/update_nov2020/preval_2/www.orpha.net
file:///C:/Users/dlagorce/Orphanet/ORS/update_nov2020/preval_2/www.orphadata.org

MeToaoJ10rus

Orphanet npoBoauT cucTeMaTHYecKuii 0030p
JUTEPaTypHI C HETbI0 OLCHKN PacTpOCTPAHEHHOCTH H
3200JIeBaEMOCTH PEAKUMU 3a00JICBAHUAMU. DTO
UCCIIEeJOBAaHNE HAIPABJICHO Ha COOP HOBBIX JAHHBIX O
TOYEYHOH PaCIPOCTPAHEHHOCTH, PacIpOCTPAHEHHOCTH
MIPU POKICHUH U 3a00JIEBaEMOCTH, a TaKkKe Ha
OOHOBJICHHUE YK€ OMYOJIMKOBAHHBIX JJAHHBIX B
COOTBETCTBHH C HOBBIMH HAyYHBIMHU HCCIICIOBAHMAMHI
WM JPYTHMHU UMCIOLIMMUCS TAHHBIMH.

OTH JaHHBIC TIPEICTAaBICHBI B CICAYIOUINX OTUETAaX,
MyOJIMKYeMBIX J[Ba pa3a B TO:

e PacmpocTpaHeHHOCTb, 3200JIEBAEMOCTb WIIN
KOJIMYECTBO OIMyOJIMKOBAHHBIX CIIy4acB,
MEePEeYHCIIeHHBIX N0 3a00JIeBaHUSM (B
an(aBUTHOM TOPSIKE);

e 3abosieBaHU, IEPEUUCICHHBIC TI0 YOBIBAHUIO
pacnpocTpaHeHHOCTH, 3a00JI€BaEMOCTH HITH
KOJINYECTBO OHY6HI/IKOB3HHI)IX CJIy4acs,

CO0op 1aHHBIX
Hcrionb3yeTcst psiji pa3indHbIX HCTOYHUKOB:

e Peecrper (RARECARE, EUROCAT uT.11.) ;

e  HanmoHanbHbIe/MEKAYHAPOIHBIE HHCTUTYTHI U
areHrcTBa 3apaBooxpanenus (HarmonanpHbIH
HHCTHUTYT canutapaoro Haazopa (Institut National de
Veille Sanitaire); AMepHUKaHCKHI [IEHTP IO KOHTPOIIO
U npoduiIakTuke 3a001eBaHuN, AMEPUKAHCKHIA
HallMOHAJIBHBIA MHCTUTYT paka, EBpomneiickoe
areHTCTBO 110 JISKAPCTBEHHBIM CpelcTBaM, BecemupHast
OpraHu3anys 3ApaBOOXPAHEHUS U T.1I.;

e Tlouck B Medline ocymiecTBisieTcs o CiieAyOmemMy
anropurmy: "HasBanus 3a6oneBanuii” 1
Bnupemuosiorusi MeSH:NoExp] NI
3aboneBaemoctb[3aronoBok/pestome] NN
PacrnipoctpaneHHOCTb [3aronoBok/pesrome] NI
OnuaeMuosorus|3aroinoBok/pesomel;

e  MeQUIUHCKUE TEKCThI, Cepast JINTEPaTypa U OTYEThI
9KCIIEPTOB;

e  Dkcneptsl, coTpyannyatomue ¢ Orphanet

XapaKTepI/ICTI/IKI/I JaHHBIX

JlanHbple, OMyOJMKOBaHHBIE B O3TOM  JIOKYMEHTE,
MPEJICTABIISIFOT OOIIEMUPOBYIO OIICHKY, UM €BPOIIEHCKYIO
OLICHKY, €I 00IIEMUPOBAst OLIEHKA HEJOCTYITHA.

OnyONMKOBaHHBIC JaHHBIE - 3TO COBOKYITHOCTh
HEOOpaOOTAHHBIX JAHHBIX WM WX OKCTPAIONSIUS Ha
MHUPOBOM WJIM €BPOIICHCKOM ypPOBHE, NPU YCJIOBUH, YTO
NpUYMHOW  3a0oneBaHUs  He  sBisSeTcs A dekT
TEHETHYECKOTO OCHOBATEIIS.

Ecom wmmeercs psing HaIMOHANBHBIX HAHHBIX, TO IS
OIICHKH PAacIpOCTPAHCHHOCTH WU 3a00JIeBaeMOCTU B
Mupe Wi EBpore paccUUThIBaeTCs CpeIHee 3HAUCHIC.

[Tpn HanW4Mu psAa WCTOYHHWKOB JAHHBIX NPEAIIOYTEHHE
OT/HaeTcs CaMoOMy TIIOCIEIHEMY MO Jare IyOJIMKaIun
HUCTOYHUKY JaHHBIX, OTBEYAIOIIEMY ONpEACICHHOMY
KOJIMYECTBY KPHUTEPHEB KadecTBa (peecTpbl, MeTa-
aHaJN3bI, TIOMYJISIIMOHHBIC NCCIIEIOBAHNS, HCCIISIOBAHHS
OOJBIIUX KOTOPT).

Hnst BPOKJICHHBIX 3a00JIeBaHUN
PacpoCTPaHEHHOCTh TAKMM 00pa3oM:

OLCHHUBACTCA

PacnipocTpaHeHHOCTh =  pacmpoOCTPAaHEHHOCTh  IPH
pO)KI[CHI/H/I X (O)KI/I):[aeMaH HpOILOH)KI/ITCHI)HOCTI) JKHU3HU
manueHTa/  o0mas oXKuaaeMas IPOJOJDKUTEIBHOCTD
JKU3HH HACETICHUS).

Ecmm JOKYMCHTHPOBAHLI TOJIBKO JaHHBbIC (6]
3a00JICBAEMOCTH, PACHPOCTPAHEHHOCTh  OLICHUBACTCS,
KOT/Ia 3TO BO3MOYKHO, CJICTYIOIIUM 00pa3oM:

PaCHpOCTpaHeHHOCTB = 3a00JIeBa€MOCTh X CcpeaHssa
OpOAOZKUTCIIBHOCTD 0oJIe3HU.

Ecim wer JaHHBIX HH O pacCrnpoCTpaHCHHOCTHU, HHU O
33.60J'IGB3,6MOCTI/I, YTO XAapaKTCPHO I OYCHb PEAKUX
3360HeBaHI/II71, MNPUBOAUTCA KOJMUYECTBO CJIy4acB WA
ceMeﬁ, OIIMCAHHBIX B Me,Z[PII.[PIHCKOﬁ JINTepAType.

OrpallH‘IEIllflﬂ HCCJICI0BaHUA

JlaHHBIE O PACIIPOCTPAHEHHOCTH U 3200JI€BaEMOCTH,
NpeaACTaBJIICHHBIC B 3TOM OTUCTE, ABJIAIOTCA JIMIIb
OLICHKaMH U HE MOTYT CYUTATHCS A0COIIOTHO TOYHBIMH.
CpeIIHI/Ie 3Ha4YCHUA, NIPCACTABJICHHBIC B JAHHOM OTYCTE,
HE YYUTBIBAIOT PA3HOPOJHBIM XapaKTEP METOAMK,
UCIIOJIb30BAaHHBIX B MICCIICIOBAHHSAX, PACCMOTPEHHBIX B
0030pe TUTEepaTyphl.

HOCTOBepHOCTL 1 TOYHOCTb UCTOYHHUKOB HCXOAHBIX
JIAHHBIX TIPHHUMAETCSl Ha BEPY U HE MPoBepsuiach. Takum
00pa3oM, BO3MOKHA ITyTaHHLA MEKIY TAKHMHU
TEPMUHAMH, KaK 3a00JIeBaeMOCTb M PACIIPOCTPAHEHHOCTb
W/WIM PacpOCTPAHEHHOCTh IIPH POXKICHUHU H3-3a
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B3aMMO3aMEHSIEMOTO HUCIIOIH30BaHUSI STUX TEPMUHOB B
HEKOTOPBIX UCTOYHHKAX.

Bo3M0kHO, 4TO PacpoCTpaHEHHOCTh B HEKOTOPBIX
CJIydYasiX 3aBBIIICHA, TAK KaK JMUACMHOJIOTUICCKUEC
WCCIIEIOBaHUSI OOBIYHO OCHOBBIBAIOTCS HA JJAHHBIX
OOJBLHUIL B pETHOHAX ¢ 00Jiee BEICOKOM
pacmnpoCcTpaHEeHHOCTBIO.

IIpencrapnenue qaHHBIX

JlanHble, onyOIMKOBaHHBIE 0€3 YyTOYHEHHS IPUBEICHBI
10 BCEMY MHUDY.

36e300uxa * yka3pIBaeT Ha €BPOIMCHCKUE JaHHBIC.

P yka3piBaeT Ha JaHHBIE O PacTIPOCTPAHEHHOCTH

| - nanHBIC 0 32007€BAEMOCTH.

BP — pacnipocTpaHEHHOCTb NPU POKIACHUU

OOpaTute BHUMaHKE, YTO 3TO JHIIb YacTh
snuAeMHoNorndeckux nanueix Orphanet mo penkum
3aboseBaHusM. B HacTosmiee BpeMs B 0a3e TaHHBIX
Orphanet umeercst nHbOpMAaIHs O PacIpPOCTPAHEHHOCTH
nim 3a0omeBaemoctr 6053 penkux 3aboneBarnidi. YToObI
MOJIY4YUTh JOCTYII K INOJTHBIM Ha60paM JaHHBIX, IIOCCTUTEC
caitr Orphadata (www.orphadata.org).

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
BP ykaspiBaeT Ha pacrpoCcTpaHEHHOCTh MPU POXKICHHH"

Iokazamenu pacnpocmpanennocmu u 3a601esaemocmu no peokum donesnuam. Bubnuozpaguueckue oannvie — aneapn 2022-
Homep 2
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence of rare diseases by decreasing prevalence or caydau RU.pdf



http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prevalence_or_cases_RU.pdf

Cnucok 3a001€BaHUI UK TPYIII
3a00JIEBaHUH 110 YOBIBAHUIO
pacrpoCTPaHEHHOCTH

Mpeanonaraemas

ORPHAKoa 3aboneBaHue uam rpynna 3abosnesaHuii pacnpocTpaHEHHOCTb

(/100 000)
567 CuHAapom peneuun 22q11.2 9.6 BP*
226295 |[MepBuYHbINA BPOXKAEHHDbIW runotupeos  [37.5*
545 [PonnukynapHasa numeoma 37.0*
340 Femopparvyeckas aMxopagKa c 37.0%
noYyeyHbIM CUHAPOMOM
209989 HenanunnapHaa nepexogHoO-KNeTouHas 37.0%
KapLMHOMa MOYeBOro ny3bipa
incnnasuma BbICOKOW cTeneHn
231080 [3n10KaYeCTBEHHOCTM Y NALUEHTOB C 36.0*
nuwesoaom bapperra
1457 Koapkrauua aoptbl 35.6 BP*
94059 [YpemuuecKuii 3ya 35.0*
70475 |PaguauMOHHbIA NPOKTUT 35.0*
2764 PacceKaloLmii OCTEOXOHAPUT 35.0*
1048 WU3onuposaHHan 35.0 BP*
aHaHUedanua/sk3sHUePanua
73247 [Po3nHopunbHBIN 330darut 29.0*
3303 [Terpapga ®anno 34.0 BP
636 Helipodpmbpomaros 1 Tuna 21.3*
226292 MepMaHEeHTHbIW BPOXKAEHHbIN 33.3 Bp*
runoTupeos
858 BpoXXAEeHHbIi TOKCONAa3mo3 33.0 BP*
439167 |NnaueHTapHaA He[OCTaTOMHOCTb 33.0
908 CMHAPOM NOMKOW X XpOMOCOMbI 32.5
9208 CMHAPOM NOMKOM X XpOMOCOMbI 2.4 BP*
90058 |TpaBmbl CNUHHOrO MoO3ra 32.0*
90051 |Cencuc HeAOHOLEHHbIX 32.0*
70476 |BeceHHUI KEPAaTOKOHBIOHKTUBUT 32.0*
216675 [TpaHcno3uuuMA MarucTpanbHbixX aptepuii [31.7 BP*
791 MUrMeHTHbIW PeTUHUT 30.0*
729 WcTUHHaA noaMuutemma 30.0*
563 MepunapTtanbHaa KapguomuonaTua 30.0 BP
3394 |Capkoma MArkux TKaHeW 30.0*
33208 |UpmonaTMyeckaa runepcomHua 30.0*
314701 |MepBUYHbI/ CUCTEMHDBIN amnaOUA03 30.0*

2140 BpoxaeHHaa AnadparmanbHas rpbika  [30.0 BP

YacTuuHblii gedekr

1330 " 20.0 BP*
aTpMOBEHTPUKYNAPHOI NeperopoaKu
3303 [Tetpaaa ®anno 29.3 BP*
73247 |Po3uHodUNbHbBIN 330¢aruT 34.4
467 HacnepcTBeHHbI i KOMBUHMPOBAHHbIN h9.0 BP*

lneuumnT ropmoHoB runodpusa

411527 |OKKNIO3MA LEHTPANbHOI BeHbl ceTyaTku [|28.0*

1656 repnetndopmMHbIi AepmaTut 27.0*
791 MUrMeHTHbIN PETUHUT 26.7
70568 MocTTpaHcnAaHTaLMOHHanA h6.2*

numeonponudpeparusHan sabonesanme

182067 |InuanbHasa onyxonb 26.0*

LintomeranosupycHas 60ne3Hb y
NaLUeHTOB C HapyLeHMEeM K/eTOYHOro

MNpepnonaraemasn
ORPHAKop, | 3abonesaHue unm rpynna 3abonesaHuii pacnpocTpaHeHHOCTb
(/100 000)
870 CuHapom [layHa 95.0 BP
870 CuHapom [JayHa 97.7 BP*
3388 |OedeKT HepBHOM TPYOKM 91.05 BP*
199306 |PacwenuHa ry6bl n/uam Heba 80.0 BP
182130 |Onyxonb SHAOKPUHHDIX Kenes 64.0*
2014 |PacwenuHa Heba 53.6 BP*
93100 |MoueuHas areHe3us, O4HOCTOPOHHASA 50.0 BP
90066 nHEBMOI-iMiI, BbI3BAaHHAA CUHETHOMHOMW 50.0*
nanouykom
8 CuHapom 47, XYY 50.0 BP*
63259 |MHUMOHUedanua 50.0 BP*
535 PeAKan KOXXHAA KpacHaA BONYaHKa 50.0*
48 BporkAeHHOE ABYCTOPOHHEE OTCYTCTBUE 50.0*
cemaBbIHOCALLEro NPOTOKA
213500 |Pak sMyHUKOB 49.0*
289390 |MepBuYHBbINA cuHAPOM CboreH 48.99*
67038 B-KneTO'-IHubIVI XPOHUYECKHit 48.0*
lnumeoneiikos
2185 BpoxaeHHasa ruppouedanus 46.5 BP*
391673 |HeKpoOTU3MPYIOLLMNIA SHTEPOKONUT 45.0
275555 |Mpeaknamncua 45.0*
137686 |CuHapom AwepmaHa 44.0*
93108 |MoueuHas aucnnasua 43.5 BP*
544 |AnddysHan B-kpynHokneTouHan 43.0%
lnumpoma
3375 |Tpucommsa X 42.5*
801 Cknepoaepmusa 42.0
363999 |HemmmyHHas BoAsAHKa nnoga 42.0 BP
217071 |Mo4eyHO-KNEeTOYHaA KapuuHoma 42.0*
98497 Hasnep.cmennaﬂ nepudepuyeckas 40.0
HeliponaTtua
97292 |KapamoreHHbli WOK 40.0*
OcTpas ceHcoHeBpaibHasA TYroyxocTb
BCAIeACTBUE OCTPOM aKyCTUYECKOMN
90059 [rpaBMbl UM BHE3AMHO FNYXOTbl UAN 40.0*
QKyCTUYECKOW TpaBMbl, BbI3BaHHOM
XUPYPruyecKkum BMelLaTeIbCTBOM
85443 |AlL-amunomngos 40.0
402823 |[FenaTtuT genbta 40.0*
204 deTanbHbI LUTOMEranoBUPYCHbIM 10.0*
cuHapom
101016 [CuHapom PomaHo-Yoppaa 40.0*
730 AYTOCOMHO-A0MUHAHTHanA 30,6
NONIMKMCTO3Han 60/1e3Hb NoYeK
3189 BpOoXKAeHHbIW CTeHO3 KnanaHa JIero4Hom 39.3 BP*
apTrepumn
98715 [VYBeut 38.0*
442 BpoXXAeHHbI runoTupeos 38.0 BP*
90056 YmepeHHan v TAaXkenas yepenHo- 37.8%
IMmo3roBas TpaBma

137698 25.5*%
MMMYHUTETA, OTHOCALLMXCA K rpynne
pucka
95719 [femuareHe3una WMTOBUAHOM XKenesbl 25.0
93402 |Cunpaktuama tmn 1 25.0 BP*
703 BynnésHbiii nemourong, 25.0*
701 [TotanbHana anoneuyua 25.0*
3002 MmMyHHas TpombouutoneHus 25.0*
2073 Hapkonencusa tun 1 25.0*
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MNpepnonaraemasn MNpepnonaraemasn

ORPHAKop, | 3a6onesaHue unu rpynna 3abonesaHuii  pacnpocTpaHeHHOCTb ORPHAKop 3abonesaHue unu rpynna 3a6onesaHuii pacnpocTpaHeHHOCTb
(/100 000) (/100 000)
186 MepBUYHbBII 6UAMAPHDBINA XONAHTUT 21.05 137583 |WHTpasnutennanbHas Heonnasusa BynbBbI[20.0*
bonesHb LLlapko-Mapu- HYacTuuHblit pgedekr *
166 Tyta/HacneacrBeHHasa MOTOPHO- 25.0*% 1330 aTPMOBEHTPUKYNAPHOI NEeperopoaKu 30.0
ceHcopHas Heiiponatus 1329 MonHbIli AedeKT aTPMOBEHTPUKYNAPHOK h0.0 BP*
145 CMHApPOM HacneaCcTBEHHOrO paKa h5.0% neperopopaku
IMOJIOYHDbIX Xesie3 U ANYHUKOB 130 CuHapom bpyraga 20.0*
94058 |HeoBackynapHasa rnaykoma 24.4* 586 MyKoBucLMA03 19.3912 BP*
1531  |KpaHuocuHocto3 24.3 BP* 823  |MsonuposanHas spina bifida 18.6 BP*
1199 ATPE3MH nuwesoaa 24.3 BP* 30391 M30nMp0BaHHaﬂ arpesua 2.9 BP*
860 Bpo’KAeHHO HeucnpasieHHan . la.25BP* PrenyeBbIBOAALMX NyTEN
TpaHCNO3nLMA MarucTpanbHbIX apTepui 228113 |AHanbHbIii cBULY, 18.3*
557 W3011MpoBaHHaA aHOPEeKTa/lbHaA 0.0 BP [AneHOBUPYCHanA HpeKuua y
manbdopmaums 91127 |[MMMYHOKOMNPOMETMPOBAHHbIX 18.0*
171901 MepBUYHaA KOXKHaA T-KneTouHas ba.0* nauueHToB
[numdoma 90061 [HenH}EKUMOHHDIW 3aAHUI yBEUT 18.0*
2137  |AYTOMMMYHHbII renatut 23.5 704 MysblpyaTKa 06bIKHOBEHHAA 18.0*
1851 MynbTMKNCTO3HasA AUcnaacTuYecKas 23.26 BP 2248 CUHAPOM rMnoniasum nNesbix OTAEN0B 18.0 BP
MNOYKa cepaua
97363 (OAHOCTOPOHHAA NOIMKMCTO3HAA 23.2 BP 65753 |bonesHb Lapko-Mapu-TyTa Tvn 1 17.5
AMCNNA3NA NOUKK CemeiiHas U301MpoBaHHaA
90080 [Py6ueBaHue nocne TpabeKynakTomun 22.0* 154 lAMnaTauMoOHHANA KapaMomuonaTmua 17.5*
217080 pr6KoBble MHOEKLMM Nerkux y 22.0% 2368 FacTpowmsmuc 16.9 BP*
NauMeHToB, OTHOCALLMXCA K rpynne pucka 77240 |Nepenunas aumopenema 16.7*
217067 _|Nayuur 22.0* 3380 [Tpucomms 18 16.7 BP
95711 BPOXKAECHHBI rMNOTUPEOs BCreacTane 21.3* 461 X-cuenneHHbIli peLeccmBHbI NXTMO3 16.6*
aHOManuu passuTna OcTpan oKKAto3UA Nnepudepuyeckmux
636 Helipopubpomaros 1 Tuna 33.3 BP 90064 apTepuii 16.0*
2140  |BpoxpaeHHan avadparmanbHas rpbika  [21.2 BP* HacnepcrBenHan remopparnueckas
186 MepBUYHbBII 6UAMAPHDINA XONAHTUT 25.0* 774 lreneaHrmakTasua 16.0*
1646 YactuuHasa aeneumna Y XpoMoCOMbl 20.8 MepeuuHbIii
92 OBEHUAbHBIN nguonaTudeckuii aptpur  |20.5 54370 [mem6paHonpoaudepaTUBHbI 16.0*
25410 (OAMroapTUKYNAPHDLINA IOBEHU/IbHBIN 0.5 rnomepynoHepput
MAMONaTUYECKUA apTpUT 36258 |bonesHb Broprepa 16.0
95706 [3agHAa runocnagua 20.0 BP* 3389 [Ty6epkynes 16.0*
908 CuHAapom nomKoit X Xxpomocombl 20.0* 137599 CTpoManbHbIii KepaTUT BCheacTBue 16.0*
90081 CuHapom ucroweHma npu BUY- b0.0* BMpYyca NpoCToro repneca
UHpeKuUn 83463 |Mukpotua 13.0 BP*
90062 |Ocrtpas ne4eHOUYHAnA HeJ0CTaTOYHOCTb 20.0* 217074 PeAKan KapuUMHOMA NOAXKeNyA04HON 15.5%
797 Capkonp03 20.0* prenesbl
70587 Oc'rp|,|i4'| pecnupa'ropumﬁ aucrpecc b0.0* 90291 CUCTeMHBbIN CKnepo3 15.4*
CUHAPOM HOBOPOXKAEHHbIX 2248 CMHAPOM rMNoOnNAasumn neBbix OTAEN0B 15.1 BP*
70 MpoKCMManbHasA cNUHaNbHaA MbllleYHan 0.0 BP* cepaua
aTpodusa 88673 |lenaTtouenntonapHaa KapuuHoma 15.0*
66627 TeHoCMHOBMaNbHaA FMraHTOK/NEeTOYHanA 0.0 558 Marfan syndrome 20.0*
onyxoab 309297 |Mykononucaxapupos tun 4A 15.0*
60 HepocTaTouHOCTb anbga-1-aHTuTpuncuHal20.0* BonesHb MapKuHCOHa
589 MuacteHus rpasuc 20.0* 2828 MmaHudecTMpyioLwan B Mo1040M 15.0*
558 Marfan syndrome 15.0 Bo3pacre
557 WU3onnpoBaHHaA aHOPeKTasbHan ha.0 BP* 2382 CuHapom JleHHOKca-TacTo 15.0*
manbpopmaums 221061 CemeiiHan uepebpanbHasa KaBepHO3Han 15.0
35122 BpoKAeHHaA He0CTaTO4HOCTb h0.0* Manbpopmaums
caxapasbl-usomanbrasbl 163934 |ATonnuecKkuit KepaTOKOHbIOHKTUBUT 15.0*
261197 CUHAPOM NPOKCMMaNbHOM b0.0% 97363 OAHOCTOPOHHAA NOJIMKUCTO3HAA 14.8 BP*
Mmukpoaeneuumn 16p11.2 lAnCNNasuA NOYKKU
247 APUTMOreHHas KapaMommonaTusa 0.0 166260 |HecoBeplueHHbIi AeHTUHOreHes T1n 2 14.6*
NpPaBoro *Keayaouka 49042 |HecoBepLieHHbI AeHTUHOreHe3 14.5*
171673 [PReOUUAT MMBANLHBIX CTBONOBBIX 20.0* 95712  |9KTONUA WUTOBUAHO XKenesbl 14.3*
KNETOK 683 Mporpeccupyiowmnii HagbAAEPHbIN 526
1646 YacTtuuyHasa geneumna Y XpoMoCoMbl 20.0* napanunu .

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
BP ykaspiBaeT Ha pacrpoCcTpaHEHHOCTh MPU POXKICHHH"

Iokaszamenu pacnpocmpanennocmu u 3a601eeaemocmu no peokum oonesuam. Buonuozpaguuecxkue dannvie — aneapp 2022-
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238624 |/\AMORaTMYeCKan BHYTPUYepenHas 14.0% 519 |OcTpbiit MMenonaHblii neiikos 10.0*
runepreHsua 51 Cunapom Alikapau-TyTbepec 10.0*
214  [UunctnHypua 14.0 a1g  [PPOAeHHan runepnnasmua 10.0*
XpoHuueckas nepsuyHas HagnoyeyHMKOB
101959 H:AHO'-IE'-IHMKOB:ﬂ HeA0CTaTOYHOCTb 14.0* 412 AM':GETanMnOnpOTeMHEMMﬂ 7.8*%
2162 |fononposeHuepanus 13.4 BP* 388  |ponesHb Mmpwnpynra 10.0 BP
3193 HagKnanaHHbIM CTEHO3 aopTbl 4.0 BP* 36258 |BonesHb Bloprepa 10.0*
388  |bonesHb MMpwinpyHra 13.2 BP* 3286 [KaTexonamumepruyeckan nonmmopdHas 10.0*
83463 |Mukpotusa 15.5 BP pKenynouKoBanA TaxmKapama :
827 bonesHb Llitaprapara 13.0* 3157 3a60neBaHr1e M3 cneKkTpa cenTo- 10.0 BP*
70589 |bpoHxoneroyHas gucnnasua 13.0* lonTu4eckon gucnaasmm
449266 [9mnuema nnespbl 13.0* 31112 |Bbibyxatowana gepmatopubpocapkoma [10.0*
[acTPOMHTECTUHANbHAA CTPOMaNbHanA 233 PeTpaKUMOHHbIN cMHapom [lysiiHa 10.0*
44890 13.0*
onyxonb 232 CepnoBUAHOK/NETOYHaA aHeMuUA 10.0*
423461 |Mykoaununpos, tvn lll anbda/6eta 13.0 HacnepncrBeHHbIN
100088 |PaK W MTOBMAHOM Kenesbl 12.7 183422 |nonMmanbdopMaLMOHHBINA cuHgpom ¢ [10.0*
3376 [Tpunnonaun 12.6 BP* NOBbILWEHHbIM PUCKOM Pa3BUTUA paKa
903 BonesHb Bunnebpanaa 12.5 1114 BporKAeHHaA aniasua KOXu 10.0 BP
85138 |BonesHb AaamucoHa 12.5% 98896 |MbiweuHan auctpodua [ioweHHa 9.9 BP
285 CuHapom dnepca-Alanno, 155+ 70482 |KapuuHoma nuwesopa 7.1*
runepmo6bunbHbIv TUN ) 567 CuHAapom peneuun 22q11.2 37.5 BP
273 MwuoToHUYecKas auctpodus Liteitnepra [5.0% 223727 |KocTHas capkoma 9.29*
2415 Pepkan manbdopmauusa ammdatnueckoii 12,5+ 79665  [CuHapom Far:AHepa _ _ 9.1 BP
cuctembl 99125 Bpom,qerinbm TOTaanbIM aHOMANbHBIA o oo
828 CuHpgpom CTtuknepa 1.0 BP* lneroyHblt BEHO3HbIW BO3BpaT
86870 CD4+/CD56+ rematoaepmuyeckoe 12.0% 900 FPaHynemaTos ¢ NOANAHIMUT 9.0*
HOBOO6pasoBaHue 306644 OcnoxkHeHUe nocse TpaHCNAaHTaLMKn 9.0
70573 |MenKoKneTouHbl paK erkoro 12.0* lopraHos
a2 Hep0CcTaTOYHOCTb CpeAHeLLenoYeyHoi 12.0 BP* MuTOoXOHAPHanbHoe HapyweHue
aumn-KoA permaporeHasbl 2443  |okucautenbHoro pochopunmpoBaHua 9.0*
399 Bone3Hb FeHTUHITOHA b.7 BcnepcTBue aHomanmii agepHont AHK
29073 [MHoxecTBeHHas mmenoma 11.9* 138 |Cunapom CHARGE 6.5 BP
660 Ompanouene 11.7 BP* 1203 |ATtpe3us ABeHaALATMNEPCTHOM KMWKK  |9.0 BP*
1866 Ouarosas, cermeHTapHas unm 11 7% 1203 ATpesus fBeHaAUATMNEPCTHOM KMWKKN ~ [9.0*
MynbTMOYaroeas AUCTOHMA * 1201 ATpe3na TOHKOW KULIKKN 9.0 BP*
2032  |Mamonatnueckuii $ubpo3 nerkmux 11.5* 206647 |MuoToHUuecKasn aucTpodus 6.7
2467 |Cucremubiii mactoumtos 11.3* 137914 |Atpesusa xoaH 8.6 BP*
98878 [femodunua A 4.85 99981 |AnHO3 HeOHOLIEHHbIX |8.5*
98878 [remodunua A 8.0* 3280 |CupuHromuenus [8.4*
586 MyKoBMCUMA03 11.1319* 98555 |Mukpodtanbm-aHopTanbm-konoboma |8.3 BP*
635 Helipo6nactoma 11.0* 2444 BpoxxaeHHas ﬂero‘*:'aﬂ Mmanbdopmauus 2.2 Bp*
513 OcTpblit AMmobnacTHbIit Nelikos 11.0* AblXaTe/IbHbIX NyTen
iiep- N - 171 MepBuYHbI CKNEPO3UPYIOLWMIE XonaHruT [7.84*
3109 ;:;;F:)OM Matep-PormanciarKactep 11.08P 666 HecoBeplueHHbIl ocTeoreHes 8.06
904 CuHapom Bunbamca 10.8 BP 98878 [remodpununa A 11.25 BP
700 ToranbHan anoneuuma 10.5* 95702 LiuTomeranmueckan BpoKAeHHan 3.0 BP
3380 Tpucomms 18 10.4 BP* rmnonsiiasma Hagno4Ye4HUKoB
98292 [Macrouyuros 3.0* 930 Mavnonatuyeckan axanasma 8.0
90076 YacTuHbie U NOAHbIE Fy6oKKUe 0XKorK 10.0* n°""13F"“""Y""F"':""i’i 10BEHN/IbHBIN
KOXU 85408 [|1AvOnaTUUeckuii apTpuT C 5.0*
Mpro6peTeHHOE aHeBpM3MaTUUYECKOE . OTPULIATENIbHBIM PEBMATONAHBIM
90065 cy6apaxHonzanbHoe KPpOBOUBNUAHME 10.0 bakropom _
85443 |AL-amunonpgos 10.0* 5 HepocTaTo4HOCTb ANMHHOLLENOYEYHO 3- 1.0 BP*
778 Cnnapom Perra 5.0 BP* rup,por(cua‘l:v.un-KoA ,qemp,porfuasbl
716 DeHunKeToHypHA 10.0 BP* 171 :epsuqubm CKNepo3upyoLWwmii XxonaHrur 8.1
efilKue BPOXKAEHHble
654 2::2;:::::::nopap,memaa 10.0 BP7 88991 |HecuHpgpomanbHblie manbdopmaumm 7.8 BP*
569 10.0* cepaua
remunnernyeckas MUrpeHb
412 lAncbeTanmnonpotenHemus 10.0

"Omny0IMKOBaHHbIE JAHHBIC 0€3 YTOYHEHHsI OTHOCSTCS KO BCeMy MHpY. 3Be37j0uKa * yKa3bIBaeT Ha eBPONCHCKHE TaHHBIE.
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589 MwuacteHua rpasmuc 3451 CuHapom Becra 6.0*
448 remodpunusa 7.7* 3451 CuHapom Becta |3.7 BP
247234 ICnopaguueckan aTaKcusa HeM3BecTHOMN . 6% 252164 |Oo6poKayecTBeHHanA WBaHHOMA |6.0*
3TMONOrMK c Ae610TOM Y B3POCAbIX i 221 IAepmaTtomuosur 6.0*
72 CuHapom AHrenbmaHa 7.5 553 CuHapom KywuHra 5.9
Knaccuueckan BpoXaeHHaa runepnaasua 55 FNa30KOMHbIA anbbUHU3IM 5.9
315306 [KOPP! HAANOUEUHUKOB BCaeACTBMe 2.5 Bp* 635 Heiipo6nactoma 5.8 BP*
AeduuuTa 21-ruppoKcnnassl, 85138 3HTE3UT-acCOLMMPOBaHHDIN .

54 7
conbTepstowan dpopma IOBEHU/IbHDII MANONATMYECKNI apTPUT >
Knaccuueckan BpoXAeHHas runepnnasusa = =
KOPbI HAAMOYEYHUKOB BCAEACTBUE 1037 BPOMACHHEIA MHOMECTBEHHBI 5.7 BP*

315306 edpuuymta 21-ruapokcmunasol 7-5* ApTporpunos
A u AP ! AYyTOCOMHO A OMMHAHTHaA MO3Ke4KoBas
conbTepsatowan popma 99 rakens 2.7
2004 nafMH;zT:axeoasod)areaanaﬂ 7.5 BP* 93372 CemeiiHan runoKanbuuypuyeckas 55
pacliennia runepkanbunemums Tun 1 i
1464 |0aHoxenypoukosoe cepaue 7.5 BP 881 CuHapom Lepewesckoro-TepHepa 5.5 BP*
821 CuHapom Cotoca 7.1*BP 2440 M3onMpoBaHHan aHomanA -
732 Mosaumuosur 7.1 pacuienneHna KUCTU-cTonbl ’
70482 |KapuuHoma nuwesoaa 9.8 819 CuHapom CmuT-MareHuc 4.0
95432 |NepBuyHas nporpeccupyiowan agasma [7.0 Mporpeccupytowmii HagbAAEPHBIN .
BporkAeHHaA runepnaasuma Kopbl 683 napanuu 14.0
90794 |HapnNoO4YeYHUKOB BCneaCTBUE 7.0* 738 Nopdupua 5.25
HeAOCTaTouHOCTH 21-TMAPOKCMAA3bI 803 BboKoBOI amnoTpodpuyeckuii cknepos 5.2*
BpoxAeHHaA rnepnaasuA Kopel MepBuyYHaa meanacTMHaNbHaA
90794 |Hapnovye4yHMKOB BCreacTBUE 7.0 BP ) *
98838 |KpynHOKneTouHas B-knetouHas 5.0
Hej0CcTaTo4HOCTU 21-ruapoKcunasbl umboma
PeuuausupyloLiee sabonesanme nedenn, HacnepcTBeHHbI aHTMOHEBPOTUYECKMIT *
90052 [BbI3BaHHOE BUpycom renatuta C, y 7.0* 91378 orek 5.0
pPeLMNUeHTOB TPAHCNNAHTAL UMW NeYeHn 79271 -
705 Cvnapom Nenapeaa oo 9 CuHapom Canduamnno tmn C 5.0
- 792 X-cuenneHHbI peTuHOLWU3UC 5.0
300912 |[iumdpoma mapruHanbHOM 30HbDI 7.0* 778 Conaoom Perra 10.0°
261236 |MuKpoaeneumnoHHbI cuigpom 16p13.11]7.0 BP FeMg:MTMHeCKaﬂ P —— -
%
2059 Cunapom dpukca — 7.0 8P 766 HeA,0CTaTOYHOCTU 3PUTPOLIUTAPHON 5.0*
42 He,qo_c":a;oquocrb cpeaHeuenoyYeyHon 6.85 nMpyBaTKMHAzbI
auni-ToR AeTMAROreHasbl M3onupoBaHHbIi cuHapom Mbepa *
57145 [Cunapom KOHKC 6.7* 718 | 6ena 5.0 BP
418 BpoxaeHHan rnepnaasua 6.7 BP* 53 OcreoneTtpos Anbbepc-LlleH6epra 1.0
Haanodennkos HacnepcrBeHHasa HenepeHOCUMOCTb %
3366 |MsonuposaHHaAa TpuroHouedanma 6.7 BP* 469 bpyKTO3BI 5.0
238468 rMnornapoTUYecKan akToaepmasbHan 6.7 29812 BonesHb «TPaHCNNaHTaT NPOTHE s o*
Ancnaasua x03AMHa» :
206647 |MuoToHuM4Yeckasa aguctpodpus |8.78* 309152 |GM2 ranrnnosnaos 5.0*
%
42062 [AmuHornuumHypma [6.67 8P 287  |Knaccnueckuii cunapom dnepca-Aanno  [5.0
*
42062 |UmuHoranunHypua 6.68 273 MuoToHuYeckan guctpodus LreliHepra [12.5
50839 |bonesHb Kowauybux LapanuH 6.6* MHOecTBeHHas anndusapHas
553  |CuHapom Kywwnra 6.5* 251 avcnnazus 5.0
138 Cunapom CHARGE 9.0* 244 MepBruHan uMANapPHaA AUCKUHE3NA 5.0 BP*
52759 |Backyawut 6.3* 214 Liuctunypus 5.0*
887 VACTERL/VATER-accouunaums 6.25 BP* MeaynnspHbIi paK WUTOBNAHOM .
905 bonesHb BunbcoHa-KoHoBanosa 2.25 BP 1332 hkenesbl 5.0
905 bonesHb BunbcoHa-KoHoBanoBa 2.02 1198  |ATpesus TONCTOM KMLWIKK 5.0 BP
790 PeTuHo6nacroma 6.0 BP 88629 [TputaHonua 4.8*
733 CemeliHblii aA€HOMATO3HbI NOANNO3 6.0* 685 HacnepcreeHHas cnacTuyeckas 4.8
609 bonbliebepLoBan mbilevHas auctpodusal6.0* napannerus i
521 XpoHUUYECKunit MMenongHblii neiikos 6.0* 3384 |06wunii apTepnanbHblii cTBON 4.3 BP
46724 Llepe6bpanbHan apTepuoBeHO3Hasn 6.0 60041 |BpoxpeHHas 6n10Kaga cepaua 4.54 BP
manbdopmaums ) 85446 |ABeta2M aukoro TMna amunongos 4.5*
411703 fleroutan HetyGepkynesHan 6.0* 792 X-cuenneHHbIVi peTuHOWKU3UC 4.5*
MuKo6akTepuanbHan nudekuma 269 Nluue-nonatouHo-nneyesan guctpopua |4.5*

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
BP ykaspiBaeT Ha pacrpoCcTpaHEHHOCTh MPU POXKICHHH"
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60015 PaclwimpeHHble 0TBEPCTUA TEMEHHHbIX 4.3 2655 |[TanatodopHas aucnnasmsa 3.5 BP*
KocTei ) 217074 PeaKas KapumMHOMa NOAMKeNYA04YHON 35
3384 |O6wmii apTepuanbHbIi CTBON 4.8 BP* Kenesbl i
1143 HeilporeHHblii BPOXKAEHHbIN 4.3 BP* 2103 CuHppom MuiteHa-bappe 3.5%
MHO)XECTBEHHbII apTPOrpunos ) 1880 Manbpopmauma d6wreiHa 1.25%
104 HacneacrseHHas onTuuyeckas 4.3 116 CuHapom beksuta-Bugemana 3.5 BP*
Heliponatus Jlebepa 102  |MHoxecTBeHHas cuctemHasn atpopua 3.5
85436 ncopuas-acc?uuuposauuhm ) 1.2% 218 BonesHb flapbe 3.4*
IOBEHW/IbHbIN UANONATUYECKUIA apTPUT 53271 |Cunapom Mrorke 3.33 BP
MoNnMapTUKYNAPHBIA OBEHUABHbIN =
MAVNONATUMECKMIA aPTPUT C 3306 |VWAPOM UHBEPTUPOBaKHOM 3.33 BP
85435 4.2* lAynavkauunm xpomocomol 15
NONOKUTENLHBIM PEBMATOMAHBIM CMHAPOM rMnonaasumn NpaBbiX OTAENO0B
pakTopom 98723 cepaua 3.3 BP*
HacnepcrseHHas cnactuyeckas
685 4.2 AYyTOCOMHO-A0MUHaHTHaA aTpodua
napannerva 98672 3puTenbHoro Hepea 33
2116 bonesHb XapTHyna 4.2
750 II'IceBp,oaxouAponnasuﬂ 3.3
137596 |HeiipoTpoduueckas kepatonatus 4.2*
MHOKecTBeHHan SHAOKPUHHAA *
1209 |ATpesus TpexcTBOpPYaTOro KnanaHa 4.2 BP* 652 | onnasws Tvn 1 3.3
301655 II:Ilepwo,a.bl BbIK/OYEeHUA Npu 601e3Hn 1 429 FMnoxoHaponnasus 3.3*
ApPKUHCOHA, He oTBevatlolme Ha . 33069 |Cvmapom dpase 3.3Bp*
ePOpa/ibHbl® NpenapaTh! IAYyTOCOMHO-peL,eccMBHaA MO3XKeuKoBas
2130 [remumenna .15+ 1172 a:’akm P 3.6
~ *
93110 |KnanaH 3agHen ypeTpbl 2.0 926 Axatanazemma 3.0%
96253 |bonesHb NMueHKo-KywmnHra 4.0* = =
- 158 CUCTEMHDI NepBUYHbBINA gedUumnT 3.2 BP*
95716 Hi'ineB,C:'CT:e;H):IM ,quclropmouoreues a.0* KAPHUTMHA .
LUMTOBMAHON KEeNeb 100075 |HelipoaHAOKpUHHaA onyxonb enyaka |[3.2*
884 Tetpacomus 12p 4.0 BP*
~ OcTpas BocnanutenbHas
819 CuHpgpom Cmut-MareHuc 5.35 98916 |gemmenuHusMpylowas 3.1*
79140 |HeiiposHAOKPUHHAA KapuMHOMa KoXun  |4.0* nonupaguKynoHeiponatus
564 Cunapom Mekkens 4.0 BP 85414 CUCTEMHDIN I0BEHUNbHDI 3.1
52417 |MALT-numpoma 4.0* ManonaTtuyeckuii apTpur ’
3193 |HapknanaHHbIW CTEHO3 aOPTbl 13.3* 739 Cunapom MNpagepa-Bunnm 3.1 BP*
1928 BpokaeHHan aonesas ampusema 4.0 BP 50251 |[Me3soTtennoma naespbl 3.1*
178029 |LleHTpanbHbIl HecaxapHblii guaber 4.0* 2322 CuHapom Kabyku 3.1*
15 AxoHaponsiasus 4.0 BP 93930 [PkcTpodua mouesoro nysbipa 3.05 BP
101330 |Mo34HAA KOXKHaA nopdupus 4.0* 98879 [femodumnua B 3.0*
803 BOKOBOWM amMOTPOPUUECKUNIA CKNepos 3.85 98292 |Macrouutos 10.0
79126 |OcTtpas MHTepcTUUMaAnbHasA NHeBMOHMA [3.8* -KnetouHasa nnméoma/neikos
- 86875 3.0*
478 CuHpgpom KannmaHa 3.75 B3pocabix
818 CuHapom CmuTta-Sleman-Onuua 3.7 BP* 824 MepBuyHbI MMenodpubpos 3.0*
60015 PacliMpeHHble OTBEPCTUA TEMEHHHbIX 3.7 794 CuHapom Cetpe-YoT3eHa 3.0 BP*
KocTel ) 767 Y3enkoBbliii noanaprepumt 3.0*
3465 CuHapom Bopcrepa-ApoyTa 3.7* 673 Manspusa 3.0*
3451 |CuHapom Becra 3.5 BP* 565782 [TOKCMUHOCTb MeTOTpeKcaTa 3.0*
3378 |Tpucommus 13 3.7 BP* Bone3Hb HAaKONJIEHUA FMKOreHa
2032 XpoHUuYecKan BocnanutenbHas 3.7% 365 BCneacTBME HEAO0CTaTOYHOCTM KMCNOMN 0.8 BP*
laemuenuHmnsnpylowan nonuneliponatua | manbTasbl
102 IMHOYecTBeHHan cucTemHan atpodus 3.7* 36234 CMHApPOM 6aKTEepPManbHOro TOKCMYECKOro 3.0
i i lwoka i
657 BpoXAeHHbI U30/IMPOBaHHbIN .67 BP
rUNepuUHCYIMHU3M 35098 IMaonMpoaaHHan nnarvnouedanua 3.0 BP
1172 AYyTOCOMHO-peLLecCUBHAA MO3XKeuKoBas 33 321 MHOYKeCTBEeHHble 0CTEOXOHAPOMbI 3.0*
@aTakcua ) 282 106HO-BMCOUHAA gemeHuma 3.0*
95720 |rMnonnasuA WMTOBMAHOM Kene3bl 3.5 Heaep)kaHue Kana Bcnegcreue
238621 3.0*
95713 |Atupeos 3.5% NoAB340LWHO-aHANbHOIO aHaCTOMO3a
81 AHTUCMHTETa3HbIW CUHAPOM 3.5 216694 BpoXAeHHO CKOPPEKTUPOBaHHaA 3.0 BP
HacnepacrseHHan Heilponatua co TpaHCNo3MLMA MarucTpanbHbix apTepuii |
640 3.5%
CKNOHHOCTbIO K Napanunyy oT caaBneHus 15 [AxoHAponnasua 3.0 BP*
52416 |lumdoma 13 KneTok maHTUMN 3.5*% 136 Liepe6panbHan ayTOCOMHO-40MUHAHTHaA 3.0%
3205 CuHapom LUitypre-Bebepa 3.5 BP* apTepronaTua-cy6KopTHKanbHble )

"Omny0IMKOBaHHbIE JAHHBIC 0€3 YTOYHEHHsI OTHOCSTCS KO BCeMy MHpY. 3Be37j0uKa * yKa3bIBaeT Ha eBPONCHCKHE TaHHBIE.
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WH$apKTbI-neikoaHuedpanonaTua Yokepa
653 IMHoOXecTBeHHan 3HAOKPUHHAA > 0% 71211 |OnTUKOHEBpOMMENUT 2.071
Heonsaasua tun 2 ) 98895 |MbiweyHan auctpodua bekkepa 2.2 BP*
30391 M3onmpoBsaHHas a'rpesu? 18.5 BP 98841 [AHannacTMyecKas KPynHOKNAEeTOYHan b.0*
KenuesbliBOAALMX NyTe inumdpoma
98896 |MbiweuHasa auctpodusa [ioweHHa 2.8 [AyTOoCOMHO-AOMMHaHTHasA aTpodua
506 CuHgpom Jin 2.8 BP* 98673 [3puTenbHbIX HEpBOB, KNaccuyecKan 2.0
169802 [femodunua A Taxenoi cteneHm 2.8* bopma
626 BpOXXAEeHHbIA TMraHTCKUi . 95 ATakcua dpugpeiixa 2.0*
IMenaHoUUTapHbIN HeByC : 93323 |Manob6epuoBasa remumenus 2.0*
99 AYTOCOMHO AJOMUHaHTHaA MO3XXe4YKoBasa 5.6* 93110 |[KnanaH 3agHel ypeTpbl 4.125 BP*
aTakcusa ) 90073 Peundekuma renatuta B nocne 2.0%
49382 |Axpomaroncus 2.7 [TpaHcnNNaHTaUMK neyeHn :
399 bonesHb [eHTUHITOHa 12.0* 861 CuHapom Tpuuepa-Konnmusa 2.0 BP*
747 AyTOMMMyHHblVI NeroyHbIi b 66 83418 MpoKkcumanbHasa cNUMHaNbHAA MblLIEYHanA b.0 BP*
@nbBeONAPHbBIV NPOTEUHO3 aTpodua Tmn 2
6 HepocratouHOCTb 3-MeTUNKPOTOHUN-KOA > 65 BP* 607 HemanuHoBaa muonarma 2.0 BP*
Kap6oKcunasbl ) 54595 |KpaHuodapuHrnoma 2.0*
564 CuHapom Mekkens 2.6 BP* 506 Cunapom Jin 2.0*
79432 |Fna3oKoXHblii anbbuHU3M THUN 2 2.55 480 Cunapom KepHca-Caiiepa 2.0*
94 AcTpouyTtoma 2.5% MapoKcM3manbHas HoYHan .
447 2.0
758 MceBAOKCAHTOMA 31acTUYECKan 2.5% remorno6uHypus
65 BpoXaeHHbli amaBpos Jlebepa 2.5 BP 377 CuHpapom NopavHa 2.0*
65 BpoXAeHHblli amaBpos Jlebepa 2.5 363203 |KonbueBasa xpomocoma 2.0 BP
393 46,XX TeCTUKyNapHOe HapyLweHue b5 352 Fanakrosemus 2.0 BP*
bopmupoBaHua nona ’ 3392 [Tynapemusn 2.0*
358 CuHapom MMTenbmaHa 2.5% 3346 |Arenesus tpaxeu 2.0 BP*
352731 |FNa30KOXKHbIW anbbuHusm TMn 1 2.5 3129 |CapkosuHemus 2.0 BP
Knaccuueckan BpoXaeHHaa runepnnasua 280 Cuuapom Bonba-XupluxopHa 2.0 BP*
315311 [(OPbI HaAno4YedHUKOB BCreACTBUE 2 5% 275761 |Oedpuumnt AM30COMHOM Kucnoii anasbl  [2.0*
AeduumTa 21-ruapokcunasbl, npoctas 26790 |NcespomuKcoma 6proLLIUHbBI 2.0*
BUpUAbHAA popma =
2345 M3onupoBaHHbii cuHapom Knunnens- b 0%
2337 Heanuaepmonutmueckan 1af0OHHO- ) 5 Deiina
MOAOWBEHHAA KepaToAepMUA 217064 |OtpaBneHue 5-¢pTopypauyuiom 2.0*
46XX, 0BapMOTECTUKYNAPHOE HapyLUeHnA > = =
2138 2.5 BP HelpoHanbHbIN LLleponaHbI *
pa3BuTUA nona 216 2.0
oG o inunogycumHos
1872 Manouko-Konboukosasa aucrtpodpusa . 2017 PaciLenvHa rpyanHbl 2.0 BP*
1600 [MoHocomua 18q 2.5*BP 185 CuHApOM ATaraHa 2.0 BP*
100070 |Mporpeccupylowan HennasHan apasua__[2.5 182090 |/lerouHasn apTepuanbHasa rMNepTeH3na 2.0*
70588 |CuHApOM acnupauun MeKOHUA 2.44* m
180 Xopongepmus 2.0
98933 |[VV/IbTUCHCTEMHAAR aTpOGus, 2.0+ 1699 [Tpucomus 12p 2.0 BP
TapruHcon ooy vn leTckoe AesuHTErpaTMBHOE
93928 |M3onuposaHHble 3nUcnagum 2.4 BP* 168782 o P 2.0*
247525 |UutpyannHemwus tin | 2.4*% PRCCTPOMETED
™ ] - 1598 |MoHocomua 18p 2.0 BP*
263 OACHO-KOHEUHOCTHAA MblLUEUHaR 2.32 150 HasodapuHreanbHas KapumMHoma 2.0*
AUCTROdUR 104008 |CuHAPOM KOPOTKOI KULLKK 2.0*
330015 [OtpaBneHue cBMHLOM 2.3* HacA: . BerHblﬁ Svnneani -
nepcT! nn
HacnepctBeHHas onTuyecKasa 79361 A Y 1.9 BP*
104 o 2.3*% bnuaepmonus
Heliponatus Jle6epa o C TR o8P
MHApom 48, .
905 bonesHb BunbcoHa-KoHoBanoBa 6.0* 3 ap
IOKauyecTBeHHAA CTPOMasibHaA ONyXo/b
98976 |[BpoxkaeHHas rnaykoma 2.2 BP* 35808 P Y 1.85%
98895 |[MbiweuHan auctpoduna bekkepa 2.0* [LO108070 TAMA AR AAE
AncTp P . 363958 |MuKpoaeneuMoHHbIN cuHapom 17¢21.31|1.82*
98895 [MbiweyHas ,quprod)ml Bekkepa _ 1.53 904 [Canapom Bunoamea 1.8 BP*
454750 :'::;"pwambm TPAaXEOMMILEBOARBIM > 5 p 675  |Konbuesnanan nogkenyaounas xenesa |1.8 BP*
HepocraTtouHoc
2869 Cunapom Meittua-Erepca 2.2 BP 664 AocTaTodHocTb 1.0*
lopHUTHHTPaHCKap6aMmunasbl
137605 |CuHapom Jlernyca 2.2 BP
Bo/1e3Hb HaKONIEHUA TMKOreHa
70567 _|XonaHruokapuytHoma 2.1 420429 |Bcnepcreune HepocTaTouHOCTM KCnoit  [1.75 BP
217 WU3onnpoBaHHaa manbdopmauus feHaum-[1.0 BP* [manbrasbl, ¢ nozgHum Hauanom

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
BP ykaspiBaeT Ha pacrpoCcTpaHEHHOCTh MPU POXKICHHH"
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MNpepnonaraemasn MNpepnonaraemasn

ORPHAKog | 3aboneBaHue nam rpynna 3abonesaHuii pacnpocTpaHeHHOCTb ORPHAKoa 3aboneBaHue uam rpynna 3abosnesaHuii pacnpocTpaHEHHOCTb
(/100 000) (/100 000)
330001 |ATTR-amunonpo3 AUKOro Tuna 1.72 peueccuBHbI UXTMO3
251076 |[CuHapom aynaukaumm 8p23.1 1.72 2481 HelipoKOXHbIi menaHoumuTo3 1.25*
637 Helipodpubpomaros 2 Tuna 1.7* 1880 |Manbdopmaumsa I6wreiiHa 3.5 BP*
2182 rmapouedanus co creHozom CunbsBuesa 1.7 BP 199 CuHapom KopHenuu ge NlaHre 1.24 BP*
BoAONpoBoAa ) 628 [AnacTpopuyeckan gucnnasma 1.2*
2182 rmapouedanua co creHozom Cunbeuesa 1.7 46485 |NosepxHocTHan nysbipyaTka 1.2*
BOAONpPOBOAA 464 HepepskaHue nurmeHTa 1.2 BP*
2152 |Cunapom Moyat-BunbcoHa 1.7 BP* 2750 |Opodaumoaurutannhbiii cunapom, Trn 1 |1.2 BP*
1848  |ABYCTOPOHHAA areHe3na noyek 1.7 BP* 263432 |Hesyc Uto 1.17*
141077 [|3nurHatyc 1.68 BP 475 CuHapom Hy6ep 1.125 BP
98879 I'emodmnml B 1.665 BP 1896 Cunapom EEC 1.11 BP*
89936 [X-cuenneHHas runopocparemma 1.66* 377 CuHapom MopanHa 1.1
899  |CuHapom Yokepa-Bap6ypr 1.65 BP* 289  |Cvnapom dnnuca BaH Kpesenbaa 0.4 BP*
394 Knaccuyeckaa romoumcTMHypus 0.3 BP MpanonaTuyeckas nerouHas R
= = 275766 1.1
183660 Taxkenbin KOM6MHMPOBaHHbIM 1.65 BP* apTepuanbHan runepreHsun
MmMmyHoaeduunT 224 HeoHaTanbHbIii caxapHbiii gnabet 1.1 BP*
79241 |HepocTaTOYHOCTb GUOTUHMAA3DI 1.6 BP
- 140874 CMHApOI‘\‘n Xy6ep u cBA3aHHbIe C HUM 1.18P
79241 |HepocCTaTOUYHOCTb GUOTUHMAA3DI 1.6 paccTpoiictea
64747 X-cuenneHHas 6onesHb LLlapko-Mapu- 1.6+ 131 CuHgpom bapaa-Knapu 1.1
Tyra 1906  |deTanbHblit BanbnpoaTHblii CMHAPOM 1.02 BP*
1915  |®eTanbHbli1 aNKOrONbHbIV CMHAPOM 1.6 BP* 99789 |Oucnnasus aentuHa TMn | 1.0%
903UHOPUNBHDIN rpaHynemaTos ¢ R
183 G 1.56* 08863 X: CI.I,EI'IIIEHHfﬂ MbileYHas auctpodus 1.0 BP
onua o Pmepu-Opeiidyca
98757 |CnuHouepebennsapHas aTakcua Tun 3 1.5 X-cenneHHan MbiweyHan auctpodus
98756 |CnuHouepebennspHas atakcusa Tmn 2 1.5 98863 Dmepu-Apeiipyca 1.0
98755 |[CnuHouepebennspHas atakcua Tmn 1 1.5 96263 [CuHgpom 48 XXXY 1.0 BP*
641 MynbTudoKanbHas MOTOpHas 1.5 BpOoXKAEeHHbIW rMNOTUPEOo3 BCeACTBUE
HeliponaTtua ’ 95715 [rpaHcnnaueHTapHoro naccaxka TTI- 1.0*
45453 HenpepbiBHaA MnageH4YecKas 1.5 BP* cBA3bIBAIOWMX MHIMBUPYIOLWNX aHTUTEN
PKeNyA0uKOBaA TaXxMKapaus ) 94068 BporkaeHHasa cnoHaunoanudusapHas 1.0 BP*
45452 Mp.uonamuscn(oe TpenetaHue 1.5 BP* lAncnnasua
npeacepAvn y HOBOPOXKAEHHbDIX 90068 |KokanHoBasA MHTOKCUKaLMA 1.0*
389 TMCTUOLUMTO3 U3 KNeTOK JlaHrepraHca 1.5* iAnddy3Hoe anbBeonapHoe
= = > 90060 1.0*
35689 |[MepBuUUHDbIN 6OKOBOI CKNEpPo3 1.5 KpoBOTEUYEeHUe
2911 CekBeHuuMa MonaHaa 1.5 BP* 87503 |Man ge Menepa 1.0
213 LiuctmHos 0.75 BP 36867 [Y3noBas B-knetouHas numepoma 1.0%
213 LiuctmHos 1.5% MapruHanbHOW 30HbI :
Komnnekc 6eapeHHoi-manobepLoBoit- . 828 CuHapom Ctuknepa 12.2 BP
2019 © o 1.5 BP =
lnoKTeBoi Kocten 79435 [[na3oKOKHbIW anbbuHU3Mm T1n 4 1.0
192 Cunapom Kodpdpuna-Sloypu 1.5 bonesHb HaKONNEHUA FMKoreHa
192 CuHapom Kopouna-/loypun 1.5* 79258 |[BCneacTBME HEAOCTATOMHOCTU [N11OK030-6-[1.0 BP*
183 903MHOPUNbHDBIN rPpaHYyNeMaTos ¢ 15 bocdarasbl Tvn la
NONMAHIMUTOM : 79086 MpuobpeTeHHan reHepaan3oBaHHaA 1.0%
168956 |FMnep3o3MHOPUAbLHBIN CUHAPOM 1.5* noauctpodua
137 BpopeHHOe HapyLueHme L5 Bp* 77259 |bonesHb MNowe Tvn 1 1.0*
rNUKO3UNIMPOBAHUA ) 746 AednuUT MUTOXOHAPUANBHOTO 1.0
131 Cunapom Bagpa-Kuapu 1.5% [rpudyHKUMOHaNbHOrO 6enKa
512 Metaxpomartuueckas neiikogucrpopua [1.47 BP* 710  [Cvnppom MNoelipdepa 1.0 BP*
79269 |Cungpom Canduaunno Tun A 0.32* 681 rMnokanueMuyeckuii nepmoandeckuii 1.0
474 CuHapom Xéna 1.4 BP* napanuy
~ *
195 |[cunapom kowaubero rnasa 1.35 BP* 67043 [AmeGHbIA kepatuT 1.0
3287 |Aptepuut Takaacy 1.34* 664 Hepocratouxocte 6 1.77 BP
79434 [[na30KOKHbIM anbbuHuam tmn 1B 1.3 ZpHMTMHTpaHCKap amiAasel
79431 |Fna3oKoKHbiii anbbuHUsm TMn 1A 1.3 647 m:p,pom XPOMOCOMHBIX NONIOMOK 1.0 BP
Huitmerex
72 CuHapom AHrenbmaHa 1.3 BP*
— 646 bonesHb HumaHHa-MNuka Tuna C 1.0*
499009 |BpoxaeHHbIt cupuamnc 1.3 BP*
616 Meagynnobnactoma 1.0*
355 bonesHb MNowe 1.0*
- - 614 bonesHb TomceHa u bekkepa 1.0
281090 |[CuHApOManbHbIN X-cuenneHHbIN 1.3*
606 MpoKcMmanbHas MMOTOHUYECKAA 1.0*
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MNpepnonaraemasn MNpepnonaraemasn

ORPHAKop, | 3a6onesaHue unu rpynna 3abonesaHuii  pacnpocTpaHeHHOCTb ORPHAKop 3abonesaHue unu rpynna 3a6onesaHuii pacnpocTpaHeHHOCTb
(/100 000) (/100 000)
muonartua 180242 3n10KauecTBEHHAA ONYX0/b MAaTOYHbIX 1.0%
602 GNE-munonartusa 1.0 Tpy6
579 MyKonosmcaxapugos 1 tuna 1.0 BP* 177 Pusomenunueckas ToueyHas 1.0%
579 Mykonosaucaxapugos 1 tuna 0.82 BP xoHApoAucnaasunA
531 Cuapom Munnepa-finkepa 1.0 BP* 16 CMHMIT KON60YKOBbLIN MOHOXpOoMaTuam (1.0 BP
53 Ocreonetpos Anbbepc-Lllenbepra 5.0* 16 CMHMIA KONG6OUKOBBIE MOHOXpoMmaTuam (1.0
Nuccanuedanus, Tun GynbixkHOM HepocTaTouHOCTb KapHUTUH *
51577 MOCTOBOIA 1.0 BP* 157 nanbmutonnTtpaHcdepasbi li 1.0
5 Hep0CTaTOUHOCTb A/IMHHOLLENOYEYHOM 3- 5.0 1552 |CuHapom KyppapuHo 1.0*
ruapokcmaumnn-KoA gerngporeHasbl : 141 bonesHb KaHaBaHa 1.0 BP
487 bosiesHb Kpabbe 1.0* 577 Mykoaunuao3s tin Il 0.985 BP*
487 bosiesHb Kpabbe 1.0 BP* 3169 CupeHomenus 0.98 BP
487 BonesHb Kpab6e 0.7 BP 3169 |CupeHomenus 0.71 BP*
43393 MuacTteHnueckuii cuHapom Jlambepra- 1.0* 444490 |CuHApOM cemeitHOI XunommukpoHemumn |0.97*
WUToHa : 79278 [AyTOoCOMHasA 3pUTPONo3ITUYECKan 0.92*
422 Wanonatuueckas/HacneacTBeHHan 1.0 npotonopéupua :
lneroyHan aprepuanbHan runepTeHsuna : 98249 |Cunpapom dnepca-AlaHno 0.9 BP*
396 XpoHuuyecKkas nkora 1.0* 882 [TuposnHemma tmn 1 0.9 BP
B0/1e3Hb HaKONJ/IEHMA T/IMKOreHa 48162 |CuHppom Jlblonca-CamHepa 0.9*
370 BCNAeACTBME HeJ0CTaTOYHOCTU KMHA3bl 1.0 BP* 207 BonesHb KpysoHa 0.9 BP*
bocpopunasbl 581  |Mykononucaxapugos 3 tuna 0.87 BP*
Boie3Hb HAKON/IEHUA F/IMKOTeHa CUHAPOM MO/IHOM HEYYBCTBUTENBHOCTM K
364 BCNeACTBUE HE0CTaTOUHOCTY FNI0K030-6-{1.0 BP 99429 anpporenam 0.83
pocdarasb 579  |Mykononucaxapuaos 1 una 0.5*
360 Ll 1.0 HacnepacrseHHbI bynnesHbiit *
355 bonesHb lNowe 1.3 BP 79361 >nnaepmonns 08
FKRP-accoummnposaHHasA NoACHO- 52 CuHapom Anaxunns 0.8 BP*
34515 |KOHe4yHOCTHas MbiweyHas auctpodpus 1.0* Bone3Hb HAKOM/IEHUS I/IMKOTeHa
vn R9 365 BCNleACTBME HE[0CTAaTOYHOCTU KUC/ION 3.0*
3449  |CuHapom MapKesaHu 1.0 ManbTasbl
3403  |AHomanua Yna 1.0 BP 2346  |AHrmoocreoruneprpoduueckuii cuigpom 0.8 BP*
TAXeNbI KOMEMHUPOBaHHDIN 169793 [femodumnus B Taxkenoii creneHmn 0.8*
331206 |MmmyHoaedULUT BCheaCcTBUE NONHOM 1.0* 1461 |Criss-cross cepaue 0.8 BP*
HegocTatounocTn RAG1/2 3312 [TannpgomugHan asm6puonartusa 0.77
33 WU3oBanepnaHoBsan aumaemma 1.0*% BpoMAEHHan rmnepnaasua
296 |bonesHb Onbe 1.0* 95609 |HaANOUeuHuKoB BereAcTBHe 0,75 Bp*
2924 WN30n1MpoBaHHaA NOAMKUCTO3HaA 6onesHb 1.0% HEeAOCTaTOUHOCTH OKCMAOPEAYKTa3bI .
nedeHu uuToxpoma P450
267 KanbnauH-3 accouMmpoBaHHaa NOACHO- 0* 93929 [PkcTpodua kKnoaku 0.75 BP*
KOHEUYHOCTHasA MblweyHas auctpopms R1 | BpoAeHHas runepnnasus Kopbi
BonesHb HaKoNJIEHUA rnKoreHa 90795 |Haano4euHuKoOB BCheacTBUE 0.75 BP*
264580 [scnepcTsMe HeOCTaTOYHOCTU KMHasbl  [1.0 BP* HeaocTaTouHocTH 11-rmapoKcuassl
pocdopunasbl nedeHn [AyTOCOMHO-peL,eccuBHbIN
C Matiep-P K N 667 o 0.75 BP*
2578 “Hapom Viauep-FokutaHcku-Ractep- |, o ppos« 3nokauecTBeHHbIN ocTeoneTpos
Xaysep Tun 2 354 IGM1 raHrnnosungo3 0.75 BP*
254 CnoHgunometadusanbHas aucnnasma 1.0 BP* 213 Lucruros 0.5 BP*
25 HepoctatouHoctb ryTapun-KoA 1.0 BP 181 X-cuenneHHas runornapoTMyeckas 0.75 BP*
ACTUAPOreHasbI 5kToAepmanbHan aucnnasus :
*
23 APrvHUHOAHTapHaA aunAypus 1.0 1501 |AapeHoKOpTMKanbHan KapLuMHOMa 0.75*
217 csonupoaauuaa manbpopmaumsa fleHan- b 1% 3169 |Cupenomenun 0.01
Okepa — — 93473 |Cunpgpom lypnep 0.5*
2134 CA;:""::A"M FEMO/MTUKO-ypEMUIECKUN 1.0* 813 Cunapom Cunbsep-Paccena 0.7 BP*
AP 783 CuHapom PybuHwTeliHa-Teiibu 0.7 BP*
206973 |BpoxkaeHHas MUOTOHUA 1.0
" 726 CuHapom Anbnepca-XyteHnoxepa 0.7 BP*
205 Cunapom Kpurnepa-Haiispa 0.1 BP*
580 Mykononucaxapugos 2 Tuna 0.7 BP*
Cuapom Anepca-flawne, 580 |Myrononncaxapuaos 2 na 0.68BP
1900 KudockonmoTuyeckuii Tun scnegersme  |1.0 BP y pUA - -
He0CTaTOYHOCTU IM3UATMAPOKCUAA3bI 1 392 CuHapom Xonta-Opama 0.7 BP
*
189 SKToAEepManbHan rMapoTMieckas Lo* 250 [ dpoHTOHA3aNbHAA gucnnasua 0.7 BP
[nucnnasua . 580 MyKononucaxapuaos 2 Tuna 0.2*

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
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Mpeanonaraemas Mpepnonaraemas
ORPHAKop, | 3a6onesaHue unu rpynna 3abonesaHuii  pacnpocTpaHeHHOCTb ORPHAKop 3abonesaHue unu rpynna 3a6onesaHuii pacnpocTpaHeHHOCTb
(/100 000) (/100 000)
796 bosie3sHb CaHpxodda 0.67 BP* napanany
511 Bbone3Hb MOYM C 3anaxom KNeHOBOro 0.67 BP 64742 |NnesponynbmoHanbHasa 6nactoma 0.5 BP*
cupona 634 CuHapom HetepTtoHa 0.5 BP*
448270 |3ktonusa cepaua 0.67 BP 634 Cungpom HeteproHa 0.5*
3282 MynbTudokanbHan npeacepaHan 0.67 BP 611 MWO3KT C BKAIOYEHUAMMN 0.5*
TaXuKkapauna BpoxaeHHan aMnogucrpooun "
2591 WHpaHTUABHBIN Mmrodpubpomaros 0.67 BP* 528 BepapavHennun-Ceiina 0.5
1335 |NeHTtapa Kantpenna 0.55 BP* 379  [XpoHuueckas rpaHynemato3Has 6one3Hb [0.46 BP
124 AHemua bnekdaHa-failmoHga 0.67 BP* 35909 Kom6UHUpPOBaHHbI AedULUT PpaKTOPOB o5+
304 MpocToii 6ynnesHblii annaepmonus 0.656 V u VIl :
90053 OcnoHeHuA nocne TpaHCNIAHTaLUN 0.65* 3427 /1BOi1HOE OTXOXAEHME COCYA0B OT 1EBOTO| 0.5 BP
remono3TUYECKUX CTBONIOBbIX KNETOK PKenypouka
84 AHemua PaHKOHU 0.3* 3320 CuHApOM TpomfouuToneHuu-orcyrcrsue 0.5 BP*
84 AHemua PaHKOHU 0.62 BP* /1ly4eBbiX Kocren
3463 CuHapom Bonbdppama 0.13 281097 AYTOCOMHO-peLecCMBHbIN BPOXKAEHHDIM 0.5
Bpo’KAEHHOE OTCYTCTBUE Naeua n UXTHO3
294975 npeanneybs NPU HAANYUU KUCTU 062 BP 255 | AOPA-3aBUCMMan AUCTOHUA 0.3*
994 [ledopmaumoHHan ceKBeHLMA aKnHe3UN 0.6 BP* 201 CuHapom KoyaeHa 0.5*
nnoga 122 CuHgpom Bupt-Xor-Ay6e 0.5*
98809 MapokcrM3manbHaa KWUHe3NOreHHasa 0.6 110 Cunapom bapae-bugna 0.5 BP*
[AUCKMHEe3na 100 ATaKcuA-TeNeaHrnaKTasmua 0.49*
79168 HapylieHuns cuHTe3a nepBUYHBIX 0.6% BpoXKAEeHHas runepnaasus Kopbl
PKEeNYHbIX Kucaor 90795 |HapnoO4YeYHUKOB BCeACTBUE 0.47*
79098 |Cumnartuueckas optanbmus 0.6* HepocTaToMHOCTU 11-ruapoKcunasbl
550 CuHapom MELAS 0.6* 379 XpoHuueckas rpaHynemartosHasa 6onesHb [0.5 BP*
248111 [HOBeHunbHasA 60n1e3Hb FeHTUHITOHA 0.6* 582 MyKononucaxapuaos 4 Tuna 0.45 BP*
240103 Mporpeccupytowwmii cynpaHy‘ll(neaprlﬁ o0.6* 676 HacnepcrBeHHbI XPOHUYECKUIA 0.43*
napanuny-KopTUKo6asaibHbI CUHAPOM naHKpeaTut
2345 WU30anpoBaHHbINA cuHapom Knunnens- 0.6 BP* 88 ManonaTuyeckas annactuyeckan aHemus [0.4*
Deiina 77293 |bonesHb HumanHa-lNMuka Tvn B 0.4*
169799 [femodunus B nerkoii ctenenm 0.6* 503 Cunapom JlapceHa 0.4 BP*
169796 [femodunua B cpeaHeli cteneHu Taxecru |0.6* 42738 |[Taxenan BpoxpaeHHas HeUTpPONeHnA 0.4 BP*
54 X-cuenneHHbIN peLeccuBHbIN rnasHow 0.58 BP* 42738 [Taxenan BPOXAEHHAA HeliTponeHna 0.07
anb6uHmsm 42738 [Taxenan BpoxAaeHHas HeWTponeHua 0.4*
303 |lE'-““:Tp°‘|”"“e‘:'“‘“"i 6ynnesHbiii 0.572 3008 |HemocratouHocTb nupysaTkap6okcunassi 0.4 BP*
SnuAepmonus _ _ 289  |cunapom dnnuca Ban Kpesenbga 1.1 BP
303 |‘E""“:T|°°‘|”"“e‘:'“‘“’1 GynnesHbiii 0.572* 2869 |cunapom Neiitya-Erepca 0.4*
PNMAEPMONNS FeHepann3oBaHHaA AUCTOHMUA *
[Nerounas aprepuanbHan runepreHsus, 256 KOHEUHOCTel ¢ paHHUM HauanoM 0.4
275803 [accounMpoBaHHAA C BPOXKAEHHbIM 0.57* 2315 |Cuup.pom WMoxaHcona-Banasapaa 0.4 BP*
[OPOKOM cepAua MyKononncaxapnaos Tmn 2, Taxkenas
96264 |CuHapom 49,XXXXY 0.55 BP* 217085 bopma 0.4 BP*
562 Cunapom Makkbiona-OnGpaiira 0.55* 1452 KntounmyHo-yepenHasa aucnnasma 0.1
313 MnacTMHYATLIA UXTUO3 0.55* AYTOCOMHO-BOMMHAHTHBIA CHRAPOM
1335 |MenTaga Kantpenna 0.67 BP 1215 aTpOdMM 3pUTENLHOTO HEpBa NAIOC 0.4*
93929 [kcTpodus knoaku 0.54 BP NepmaHeHTHbIN caxapHblii aguabeT
79276 |Octpas nepemexatowancsa nopoupua  |0.54* 99885 HOBOPOKAEHHBIX 0.38 BP*
93473 [Cunppom lypnep 0.7 BP* 3440 |Cunapom BaapaeH6ypra 0.37 BP*
92050 [BpoxkaeHHas TadpTUHroBas aHTeponatua |0.5 BP* MuacTeHnueckuii cuHapom Jlambepra-
915 CuHapom Aapckora-CKoTta 0.5 BP* 43393 WUToHa 035
902 CuHapom BepHepa 0.5* 290 CUHAPOM BPOXKAEHHOM KpacHyXu 0.35 BP*
86854 /lumdpoma mapruHanbHoOM 30HbI 0.5* 179 XopuopetuHonatua «Bbictpen apobbio» [0.35
ceneseHku 576 Mykoaunuaos tvn |l 0.34 BP*
821 Cunapom Cotoca 0.5 BP* 510 Cunapom Jléwa-HuxaHa 0.34 BP*
811  |Cunapom lliBaxmana—/laiimoHaa 0.5 BP 96 [Atakcus ¢ gepuumtom BuTamuHa E 0.33*
70242 Hef0cTaTOYHOCTb CUHTETasbI 0.5 BP* 565 BonesHb MeHKeca 0.33 BP*
Xxoniokap6okcnnasl 327 BpoxXAeHHbI aeduuumt dpakropa Vi 0.33*
782 CuHapom AkceHdenbpa-Purepa 0.5* 79473 |Cmewannan nopdupus 0.32*
682 rMnepKkaanemuyeckuii nepyoaunueckuii  |0.5* 79269 |Cunapom Canduaunno tvn A 1.4 BP
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Mpeanonaraemas Mpepnonaraemas
ORPHAKop, | 3a6onesaHue unu rpynna 3abonesaHuii  pacnpocTpaHeHHOCTb ORPHAKop 3abonesaHue unu rpynna 3a6onesaHuii pacnpocTpaHeHHOCTb
(/100 000) (/100 000)
845 bonesHb Tea-Cakca 0.31 BP* muonartua
99886 TpaH3UTOPHbII caxapHblii Anabet 0.3 BP* 534 OKyn0-Lepebpo-peHanbHblii CMUHAPOM 0.2
HOBOPOXAEHHbIX loy
90647 |CuHapom [xepsenna-JlaHre-HunoceHa [0.3 534 OKyno-uepebpo-peHanbHbI CUHAPOM 0.2%
84 AHemusa GaHKoHU 0.3 loy
79394 :s:.:zg::::nﬂ“:xmosudaopmuaa 0.3+ 385 :(222::ir;r;§f:um C HaKkonneHnem 0.2*
633 Cungpom NapoHa 0.3* 375 [AHTUrnomepynsapHas 6onesHb 6asanbHON 0.2%
628  |Oumactpoduueckas gucnnazus 0.3 BP* MemGpaHb
590 Bpo)XAeHHbI MUacTeHUYeckuii cuigpom|0.3* Famma-capKoraukaH-accouumpoBsanHas
581 Mykonoancaxapuaos 3 Tuna 0.3* 353 NOACHO-KOHEYHOCTHaA MbllLeYHanA 0.2*
56970 |MpuoHHan 6one3Hb YenoseKa 0.3* pucTpodua Tin RS
394 Knaccuuyeckaa romouucTMHYpus 1.65% 35 flponuonosan aunaemua 0.2*
= > 3006 MpuAOKCUH-3aBUCMMAnR anuaencus 0.2 BP*
XpoHuueckuii HebaKTepuanbHbIi — —

324964 oc‘reomuenm/Xpo:muecxuﬁ s [TAXKenbli KOMBMHUPOBaHHbIM i
PeLMANBUPYIOLMI MyNBTUGOKANBHBIN 277 MmmyHoaepuunT BCreacTemne 0.2
ocreomuenut He,0CTaTOYHOCTU a,eHO3UHAeAMNHA3bI
CMHAPOM 3epKanbHOM NOAMAAKTUAMN- 2635 MertaTtponHasa gucnnasua 0.2 BP*

3004 |cermenTaumm nossoHouHuKa-gedekros [0.3* 2614 |CMHAPOM HOITeit-HaAKONEHHNKA 0.2 BP*
KOHeuHocTel 238583 rMnepdeHnnanaHMHeMusa BcieacTsme 0.2
294963 |CMHAPOM NOAKONEHHOrO NTEpPUrMyma 0.3 BP* AepuuuTa Tetparnapobuonteputa
Ta)kenbili KOM6MHMPOBaHHbIN 235 CuHapom Ay6osuua 0.2 BP*
277 ummyHoaepuunt Bcheactemne 0.3 BP* 209916 BHeckeneTHas MMKCOMAHanA 0.2%
HeAO0CTaTOYHOCTU afAeHO3UHAeaMUHa3bl XOHApPOCapKoma
261 MbliweuHas guctpodus Imepu- 0.3+ 2052 [CuHpgpom Ppeiisepa 0.2 BP*
|Apeidyca 191 CuHapom KoKKeliHa 0.2 BP*
BporKaeHHas mbilevHas auctpodpus, 178478 |MnapeHuecKkuii 60TynnM3M 0.2 BP*
258 accounmpoBaHHasn ¢ anbda 2 0.3* 1361 |HepocTaToOYHOCTb KApPHO3UHA3bI 0.2 BP
cy6beauHnuei namuHa 52427 |[BenotoyeuHas abMoTpodus ceTyaTKu 0.125
255 AOPA-3aBMCMMaR AUCTOHMA 0.5 79404 MorpaHn4HbIN reHepann3oBaHHbIN 0.17 BP
2299  |Pa3pblB Ayru aopTbl 0.3 BP* [raxkenbiii 6ynnesHblii snuaepmonuns ’

229717 |M3onupoBaHHas arammarnobynuHemus [0.3 407 rnuumnHoBas sHuedanonaTms 0.17*

lenbTa-capKorniMkaH-accouMmpoBaHHasn bonesHb nenuqeyca-Mepqﬁaxepa,
219 NOACHO-KOHEYHOCTHAA MbilLeYHan 0.3* 280219 knaccuyeckaa popma 0.17*
lanctpodua tun R6 1456 |ATMnMuyHaa KoapKTauma aopTbl 0.17 BP*
- *
e P
811 CuHapom Llisaxmana—[aiimoHga 0.28 ITa)Kenaﬂ HacnegcTeeHHas Tpombodpunmna
93571 |bonesHb NNOTHLIX AENO3UTOB 0.25 745 BcheacTBue BpoxaeHHoro gepuumta C  |0.16 BP
77292 |bonesHb HumaHHa-NMuka Tvn A 0.25 BP* 6enka
702 BonesHb Nennueyca-Mepubaxepa 0.25* 722 rMnonnasmuHoreHemus 0.16*
678 CuHapom ManuiioH-Nlepebp 0.25 583 MyKononucaxapuaos 6 Tuna 0.16 BP*
538  |Mumdanruoneiiommomaros 0.15 583 Mykononucaxapuaos 6 tuna 0.16*
X-cuenneHHas AOMMUHaAHTHaA TOueYHas 79430  |CuHapom l'epmaHcku-Myanaka 0.15
35173 0.25 BP* =
XOHApoAncnaasua 538 Nlumpanrmoneiitommomaros 0.25*
/lerouHas apTepuanbHan rMnepTeHsus, 335 BpoxxAeHHbI aeduumt pubpuHoreHa 0.15*
275798 |accoummpoBaHHan c 3aboneBaHnem 0.25* 223 HedporeHHbili HecaxapHblii guaber 0.15*
COEAMHUTENILHOM TKaHM 157850 MaHTOTEeHaTKMHa3a-accouMMpPoBaHHasn 0.15*
910 Kcepo,qepma MUrMEeHTHanA 0.23 BP* Heﬁpop.ereuepau.ua .
47 X-cuenneHHasa arammarnobynmHemus 0.1* 118 Bera-MaHHO31A,03 0.14 BP*
324  |bonesHb ®abpu 0.22 BP* 763  |Nuknogmsocros 0.13
111 |CuHapom bapta 0.22* 3463 |Cunapom Bonbdpama 0.62*
166096 |BonesHb ¢poH BunnebpaHpa tmn 3 0.2038 183669 |ArammarnobynnHemus 0.13*
08813 rMnornapoTUYecKan sKkToaepmasbHas 0.2 BP* 52427 |benotoyeuHan abuoTpodua ceTyaTku 0.175*
ancnnasma c ummyHoaeduunToM 33364 [Tpuxotuoguctpodpus 0.12 BP*
893 Cunapom WAGR 0.2 BP 1308 Cunapom C 0.11*
808 CuHapom Cekkens 0.2 BP* Hep0cTaTOUuHOCTb aAre3nm NeiKouuTos
79270 |CuHnapom CaHduaunno tun B 0.2* 99842 brvn | 0.1*
596 X-cuenneHHas LeHTPOHYKNeapHas 0.2* 98810 |MapokcmsmanbHas HeKMHe3NOreHHasn 0.1
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Mpeanonaraemas

MNpepnonaraemasn
ORPHAKog | 3aboneBaHue nam rpynna 3abonesaHuii pacnpocTpaHeHHOCTb

ORPHAKoa 3aboneBaHue uam rpynna 3abosnesaHuii pacnpocTpaHEHHOCTb

(/100 000) (/100 000)
|AMCKnHe3na 726 CuHapom Anbnepca-XyTteHnoxepa 0.07*
93322 [femumenus 6onbluebepLyoBoii KOCTH 0.1 BP* 582 Mykononucaxapugos 4 Tuna 0.07 BP
93262 [CuHapom Kpy3oHa c yepHbim akaHTo3om 0.1 BP 217563 HeoHaTanbHbII OCTpbI pecnMpaTopHbIii 0.067 BP
BpoXaeHHan runepnnasmna Kopbl lanctpecc Beneacteue aepuuymra SP-B )
90793 HaANoOYeYHMKOB BCneacTBue 0.1 77261 |bonesHb lNowe Tvn 3 0.05*
HeA0CTaTOYHOCTN 17-rnapoKcnnasbl : Mporpeccupyiowas occubuumpyowan
337 0.078*
anbda [dubpoancnnasmns
906 [CuHapom Buckotta-Ongpuya 0.1* 331 BpoxaeHHbli aeduumt dpakropa Xl 0.05*
36834 IOEeHManblﬁ MMWEeNOMOHOLUTAPHbIIA 0.1* 325 BpoaeHHbI gednumt paktopa 0.05*
nenkos3 cBepTbiBaHNA Kposw |l
773 |bonesHb Pepcyma 0.1* 309294 |Cuanngos 0.05 BP*
61 Anbda-maHHO3UA03 0.1* 2788 |Cunapom octeonoposa-ncesaoravombi  |0.05*
512 MeTtaxpomaTuuecKan neitkoguctpopusa [0.1* X-cuenneHHbIi
> 2442 " 0.05*
507 leilumannos 0.1* inuméonponndepatnsHbii cMHaAPOM
47 X-cuenneHHas arammarnobyamHemus 0.22 99718 [bonesHb Jlebepa natoc 0.04*
391665 Fomo3suroTHaa cemeiHas 0.1 189439 MepBMYHAA NUIMEHTHaA y3eNKoBanA 0.0a*
runepxonecrepuHemus 60/1€3Hb KOPbl HAANOYEYHUKOB
bone3Hb HaKoN/IeHUA rMUKoreHa CuHapom Herenu-®dpaHyeckeTTu-
69087 0.035*
367 BCAeACTBME HeQ0CTaTOYHOCTH rnKkoreH- |0.1 BP ApaccoHa
BeTBAaLero pepmeHTa BporKAeHHaA MbllueyHasa auctpodua ¢
> 34520 0.03*
3329 CuHApom annasum 6onbluebepu,oBoii 0.1* laeduumTom nHterpuHa anbda-7
KOCTU-3KTPOAAKTUANU i -
POA; ¢ 280224 BonesHb Nenuueyca-Mepubaxepa, 0.03*
Mepuoaunyeckuii cuHapom, nepexopHaa ¢popma
32960 [accoummpoBaHHbIi C peuyentopom 1 0.1* 280210 BonesHb Nenuuyeyca-Mepubaxepa, 0.03*
pakTOpa HEKpo3a onyxonun BpoXaeHHaa ¢popma )
329 BpoxaeHHbll geduumnt pakropa XI 0.1* 93976 |AHOTMA 0.028 BP*
326 BposkaeHHbli aeduumnt pakropa V 0.1* 740 CuHAPOM Nporepum XaTunuHCOHa- 0.025 BP
31824 |OTpaBneHne KONAXULMHOM 0.1* fmndopaa i
MuToXOHApMaNbHaA 227 [Andannna 0.02 BP
298 HeporacTpoOMHTECTUHANIbHAA 0.1* 77260 |ponesHb Mowe Tin 2 0.01*
pHUedanomuonaTua 584 Mykononucaxapuaos 7 Tuna 0.01*
289560 HelipoaereHepauus, accoLMMPOBaHHanA C 0.1 3169 |CupeHomenus 0.009*
Benkamu membpan MUTOXOHAPUI 90308 |CuHapom Knunnenb-TpeHoHait 0.007*
1 *
2686 LiInknmyeckaa HeuTponeHus 0.1 740 CMHAPOM Nporepuu XaTunHCOHa- b 005
225 CuHapom caxepHoro Anabeta l:llrnyxon:l 0.1* rundopaa .
Hacnegyemblii N0 MaTePUHCKON NINHUKN JIMMYHOT 106y IMH-0NOCPEA0BaHHbIN
AYTOCOMHO-AOMWHaHTHaA 329903 |mem6paHonpoandepaTUBHbIN 0.0
209335 [npoKkcMMmanbHas CMMHaNbHaA MbiweyHas [0.1* rnomepynoHedput
aTpodus ¢ nosaHum AeGrotom 1146 Manbue-TapaHHbi gUucMmopdusm 0.0
209 CuHapom apabnoii Koxu 0.1 BP*
205 Cunapom Kpurnepa-Haiispa 1.0*
1959 |CuHpapom dBaHca 0.1*
1775 |BporkaeHHblii gnucKkepaTtos 0.1*
1452 KntounyHo-yepenHaa aucnaasma 0.4 BP*
142 AHannacTMYeCcKUiA pak LUTOBUAHOM 0.1*
Kenesbl
beTa-capKoriMKaH-accoLMMpOBaHHasA
119 NOACHO-KOHEYHOCTHaA MbilleyHan 0.1*
lancTpodua tun R4
48818 |AuepynonnasmmHemus 0.09
2485 MenopeocTos 0.09*
204 Cno;ja,qmecuaa 6onesHb 0.088
Kpeittudpenbara-Akoba
275777 HacnepcrseHHasA neroyHas 0.08*
apTepuanbHaa runepreHsua
CuHapom KyluuHra Bcreacrsume
189427 |maKpoHOAYyNAPHOW rMNepnaasuu 0.08*
HaANoOYe4YHMKOB
337 Mporpeccupytouian occupuumpytowwan .05

dnbpoauncnnasua
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Crucok 3a001€BaHUI WK TPy
3a00JIEBaHUH 10 YOBIBAHUIO
3a00JIeBa€MOCTHU

ORPHAKo | CnucoK 3a6onesaHuit uau rpynn 3abonesanuii

A

no y6bIBaHMIO PacnpoCTPaHEHHOCTH

Mpepnonaraema
a
3abonesaemocr
b (/100 000)

)]

1306 |CuHapom Bywke-OnneHngopd 5.0
100087 |Onyxo/nb WUTOBUAHOM Kenesbl 3.2
94 AcTpoumToma 4.8 *
Mpepnonaraema 3394 |CapKoma MArKUX TKaHel 4.74 *
a = =
- o 139417 |0 4.72
ORPHAKo Cnucok 3aboneBaHuii uam rpynn 3abonesaHuii  3a6onesaemoct CTObIM NOMSPEMHBIV Mne/vT
494550 |NnockokneToyHana KapuUHOMa ropTaHu 4.61 *
A 110 YBbIBAHMIO PACNPOCTaHEHHOCTH {/100 000) PaK }KeNYyHOro nysbipa U BHENEeYEHOUHbIX
) 56044 y3bip 4.37 *
’KeNUYHbIX NPOTOKOB
99828 |Nuxopaaxa aemre 714.0 213767 |MNOCKOKNETOYHAA KapLuMHOMa Weikn matku  |4.28 *
91546 |Bonesns Nanima 177.5 * 70591 XpoHuueckasa Tpomb60ambonnueckan nerouHas 4.2 *
3389 [TyGepkynes 139.0 70567 )r(uoll?:l.rriﬁ(:ﬂpuuuoma 4.2
673 |Manspus 73.0 -
. > 70567 |XonaHrmokapumHoma 4.0 *
65250 |MepuHeBpanbHan KMCTa 50.0 Acut oid leukernia with
- cute myeloid leukemia wi
;(5; Il\]/la“rfan syndrome igg 585867 4(9;22)(q34.1;911.2) 4.0
SnuMannos - = " 217074 |PepKana KapuMHOMa NOAKeNyA04YHOM Xenesbl [3.9
178320 |Octpoe noBpexaeHue NErkmux 25.0 -
91546 |6 i ) 2929 |CMHApPOM IOBEHMILHOTO NONNO3a 3.85
63423 POIIe3Hb arma 18.6 = 2032  |UpnonaTtnyeckuii pubpos nerkmux 3.81 *
SAKAA SNVTEMaNbHAA ONYXONb MeNyAKa - 182130 |Onyxosb 3HAOKPUHHbIX Xene3 3.75 *
171915 |B-kneToyHaA HEXOAKKUHCKan iMmpoma 17.45 * 548 |Npoxasa 3.7
71 17.0 * — -
9:135 Zsem C 3 n g = 100088 |PaK WMTOBMAHOMW XKenesbl 3.65 *
261 XMHAPOM un::Bep- accena — 15'0 = 213528 |Pepkan ageHOKapLUMHOMA MOJIOYHOM Kenesbl  |3.55 *
“cueneHNbIM PELCCHBHEIN MXTHOS = " 502363 |Mn10CKOKNETOUHbIV paK NOAOCTU pTa 3.51 *
418 |BpoxaeHHasA runepnnasuna HaanNo4Ye4YHUKOB 13.35 OcTpuili pecnupaTopHbIi ancTpece cMHapom
268316 |OcnoxHeHus npu remoguanuse 13.0 * 70587 HOBOPONIEHHDIX 3.5 *
56044 :(Z::(:::??'r:z::pﬁ U BHEMEUEHOUHbIX 12.0 519 OcTpbiii MMenouaHbli Neikos 2.5
17073 Ip P — TRIL 99977 |NMnocKoKneTouHbl paK NuwesBoaa 5.2
e Hep,Kaa KapuMHOMA NoAKenyA04HOM Kenesbl 11.6 A 99976 |AReHORapLMHOMS NVLeBOAa 3264 *
1536 KeXOAMK”HCKaR numpoma 11'0 " 88673 |[FematouennionAapHaa KapuuHoma 3.221 *
348 EpMnTOKOKK°3 1 0 210159 [FenaTouennionapHaa KapuuHOMa y B3pocabix [3.22 *
3209 Me‘ra-‘ranaccemuﬂ 16 o+ 100087 |Onyxonb WUTOBUAHOM Kenesbl 5.0 *
137839 | a'repMHc:aa benunkeroHypua 10'0 " 363472 |Onyxonb AMYKa U NpuaaTtka 3.15 *
BMHAPOM evbepa = 500478 |MNOCKOKNETOUHDII paK POTOrNOTKM 3.12 *
398934 ﬂ::’::;me""a" SMUTENUANBHAA ONYXOAL g 39 * 100088 |PaK utoBnaHO# *enesbl 3.1
*
3267 |Hacnepcroentan Kcanmarypn 5.05 * 98274 Muenon;ionudaepamsuoe HOoBOObGpasoBaHue 3.07*
3389 [Tybeprynes 90 * 99745 |bprowHou T 3.0
1289 IRornrom 3.9+ 99429 CUHAPOM NONHOW HEYYBCTBUTENIbBHOCTU K 3.0 *
217071 |Mo4ve4yHO-KNETOYHaA KapuuHoma 8.35 * EnAPoTnan
52 o — Py — 1'5 — 360 [ramo6nacroma 3.0
35443 ALBeH"anbM MAnonaTHeckiv apTpuT 7'75 " 186 |MepBuYHbI GUAMAPHDIA XONAHTUT 2.57 *
“amusionao3 . " 154 CemeiiHaA M301MPOBaHHanA AUNATaLMOHHaA b o1 *
1941 |OHowecKan abcaHc anunencua 7.5 KapavoMMonaTHA .
70482 Kap"""HOM? nuwesoAa 7.0 544 |AuddysHas B-kpynHoKkneTouHaa numpoma 2.79 *
289390 [MepeuuHbii cupapom Cooren 6.92 513  |Octpbiii niumdobnacTHbiN Neiiko3 2.75 *
*
3002 [MmmyHHaA TpomGouuToneHua 6.75 454821 [MneomopdHan ageHoOMa CNIOHHOW XKenesbl 2.725
*
70482 |Kapuuioma nuwesona 6.67 HacnepcreeHHbI AUCrOopMoOHOreHes
448 |remogunua 6.25 * 95716 LLUTOBUAHOIA XKenesbl 2.67
29073 |MHoXecTBeHHasa mMuenoma 6.0 424991 [AfeHOKapLMHOMa KenHOro Ny3bips 1 ) 62 *
213504 |AfeHOKapuMHOMA AUYHNKA 5.97 * BHENEYEHOUHbIX KeNUHbIX NPOTOKOB ’
182095 |MHTepcTMumanbHoe 3a6oseBaHne Nerkux 5.4 * 70 MpoKcMManbHaA CNUHANIbHAA MbilLeYHan b6 *
182067 [FnmanbHas onyxonb 5.35 * aTpodusa ’
146 AuddepeHuUpoBaHHbIN pPaK WUTOBUAHON 5.25 186 |MepBuYHbIA 6UAMAPHDIA XONAHTUT 3.0
Prenesbl ) 91349 |HedyHKuMOHUPpYIOLWan ageHoma runodusa 1.05
99977 _|Mn0oCKOKNETOuHbII paK NuiesoAa 3.357 * 877 |HeiipoaHpokpuHHoe HoBoOGpasoBaHue 2.53 *
171901 |MepBuyHasa KoxkHaa T-kneTtouHasa numdoma 5.2 * 360 [ramo6nactroma 2.52 *
3099 |Pesmatuyeckan auxopapka 5.0 * 519  |OcTpbiii MMenougHblii neiikos 3.39 *

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
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A

no y6bIBaHUIO PacNPOCTPaHEHHOCTN

MNpepnonaraema
a
ORPHAKo CnucoK 3a6onesaHuii uau rpynn 3abonesaHuiti 3abonesaemoct

b (/100 000)

Mpepnonaraema
a

ORPHAKo | Cnucok 3a6onesaHuit uau rpynn 3abonesaHunin |3abonesaemoct

A

no y6bIBaHMIO PacnpoCTPaHEHHOCTH

b (/100 000)
)

XpoHuueckunii HebakTepuanbHbIN 848 |bera-tanaccemus 10.0 *
324964 |octeomuenut/XpoHuueckuii peunamsmnpyrowmii|2.5 824 |Nepsuunblit MMenodpubpos 1.0 *
MyAbTUGOKA/IbHbIN OcTeomMennT 727 |Mukpockonuueckuit nonnanrunt 1.0 *
2038 |ApTepuoBeHo3Hasa manbpopmauma nerknx 2.5 69078 |Nunocapkoma 1.0 *
391 |Knaccnueckas numepoma XoaKKuHa 2.463 * 54595 |KpaHuodapunruoma 1.0
98293 |/lumpoma XoAKKuUHa 2.4 * 44890 [FacTpoMHTeCTMHaNbHasA CTPOManbHaa onyxonb (1.0 *
29073 |MHoXecTBeHHas Mmuenoma 2.4 * 44890 [FacTpouHTeCTMHaNbHaA CTpOManbHas onyxonb [1.0
803 |BoKoBoIi amnoTpoduUYecKuii cknepos 2.2 * 400 |KucTosHbIii 3XMHOKOKKO3 1.0 *
707 |Hyma 2.2 * 3nokauectseHHan onyxonb 06onoueK
545 QOHIIVIKynﬂpHaﬂ nuMd)oma 2.192 * 3148 nepudepuryecknx Hepsos 1.0
79239 |Knaccuueckas ranakrosemus 2.1 * 2781 |OcteoneTpos u cBA3aHHbIe 3a6oneBaHuA 1.0 *
352 [ranakrosemus 2.1* 209964 [CuHapOM connTapHOi A3BbI NPAMOMN KULIKM 1.0 *
98375 |AyTOMMMYHHaA reMo/IMTUYECKan aHemus 2.02 * 157798 [fMnepnaacTMyeckuii NONUNO3HBIM CUHAPOM 1.0
1866 Ouaroeas, cermeHTapHasa UAu MmyabTuovarosas 2.0 * 171918 [T-kneToyHas HEXOAXKKUHCKaa niMmmepoma 0.99 *
z”cm““" _ . 97560 MNepBUYHbIN MeMBpPaHO3HBbII 0.8103
146 Vld)(bepeHU,MpOBaHHbIM PakK wmuToBUAHOU 2.0 * rnomepynoﬂeq)pwr
pKenesbl HeanddepeHuuposaHHas nneomopdHan
319276 |CBeTnOKNETOYHAA KapLUHOMA NOYKH 1.99 * 2023 capkoma 0.9 *
1549 |Kpuntocnopuauos 1.96 * 900 [rpaHynematos c noamaHrumr 0.85 *
729 [McTMHHaA noavuutemus 1.9 * 398961 [MyumHO3HaA afeHOKapUMHOMA AMYHMKA 0.85 *
50251 |Me3oTennoma naespbl 1.9 * 97560 MepBUYHDbIN MeMBpPaHO3HbIN 0.9194 *
102 IMHO)ecTBeHHas cucTemHas atpodus 1.8 rnomepynoHedpput
854  |MpumuTUBHBIN TPOM603 BOPOTHOI BEHbI 1.72 * 454723 [9HAOMETPUOMAHDbIN PaK AUYHUKA 0.81 *
242 TecTMKynapHaa ceMMHOMATO3HasA 171 * 424019 [MNOCKOKNETOUYHbIW paK aHaNbHOro KaHana 0.81 *
repMmuHoreHHas onyxonb 33226 |MakpornobyanHemua BanbaeHWITPEM 0.81 *
589 |Muacrenus rpasuc 1.7 * 223727 |KocTHas capkoma 0.8 *
355 |bose3Hb lowe 1.7 * 930 |[Manonatuueckas axanasua 0.77
810 |Wiurennes 1.68 * 171  |NepBuuHbIl CKNEPO3UPYIOLMI XONAHTUT 0.77 *
583861 |M30nupoBaHHbIli TPOM603 6pbixKeeyHo BeHbl 1.6 * 542 MepBryHan KoXHasa AMmdoma 0.75 *
92 HOBEeHUNBbHbBIA AMONATUYECKUIT apTPUT 7.8 2137 |AyTOMMMYHHbIV renaTut 0.75 *
618 |CemeiiHaa menaHoma 1.5* 48104 [FaHrpeHo3Has nMoaepmus 0.74
52688 |Muenogucnnactuueckuii cuigpom 1.5* emopparvueckas MxopagKa ¢ NoYeUHbIM
340 0.74 *
35 MponuoHoBasa aungemma 1.5 CUHAPOMOM
26106 [HacnepcrBeHHbIV A dy3HbIN pak Kenyaka 1.5 * 276145 3n0KauecTBeHHasA aNUTENUANbHAA ONYXO0/b 0.73 *
2103 |Cunppom MuiieHa-Bappe 1.45 C/IIOHHbIX XKene3
801 |Cknepomepmusa 1.41 99976 |ApeHoKapuMHOMa NULEBOAA 0.7
549 |nervonenes 1.4 * 100070 |Mporpeccupylouian HennaBHaa adasma 0.7 *
2103 |Cunppom ruﬁeHa-Eappe 1.4 * 79139 |AnoHckuiA 3Huepanur 0.65 *
803 |BokoBoit amuoTpoduueckuii cknepos 1.35 683  |Mporpeccupyiowmii HagbAAEPHbIA Napanny 0.65
250923 |M30nMpOBaHHAA aHUpUAUA 1.31 * 171  |NepBUYHbINA CKNEPO3UPYIOLLNI XONAHTUT 0.65
98343 Knaccuueckaa ammeoma XomKKuHa, Tun 1.28 * 85414 CUCTEeMHDIi I0BEHUNbHDIN u,quonamqecmﬁ 0.6
HOAYNAPHOTrO CKAepo3sa apTpur
494547 |NnockokneToyHas KapuuHoma runodapuHkca |[1.27 * 83597 OcTpbiii AUCCEMUHUPOBAHHDIN 0.6 *
635 |Helipobnactoma 1.26 pHUedanomumenut
521 |XpoHuuYecKuit MmenonaHbiii Neiikos 1.25 * 2467 _|CucTemHbI MacTounTos 0.6 *
363494 HecemMMHOMaTO3HaA repMUHOTEHHan ONyXo/b 101 * 101330 [Mo3aHAA KoXKHaA nopdupua 0.6 *
auuka 780 |Pabgomuocapkoma 0.59 *
673 |Manapua 1.2 * 178566 |pnM60BUAHDLII MUKO3 U €ro BapuaHTbl 0.59 *
KapuuHoma xenyaka, accoMMpoBaHHas ¢ 104075 |AaeHOKapLUUHOMA TOHKOTO KULLIEYHUKA 0.588 *
313920 Bupycom nwreitHa-bapp 1.2 732  [Moaumwuosut 0.585 *
2137 |AyToMMMYyHHbI renatut 1.2 398058 |M10CKOKNETOUHbINM paK NOA0BOrO YaeHa 0.57 *
398043 [3noKauecTBeHHasA ONyXoJ/ib NO/I0BOTO Y1eHa 1.075 * 99892 |AKTI-3aBucMMbIi cuHapom KywinHra 0.55
91349 [HedyHKuMOHUpYIOLWan ageHoma runodusa 2.55 * 221 |AepmatomuosuT 0.55 *
502366 |M10CKOKNETOUHbINM paK ry6bl 1.02 26830 XpoHuueckoe muenonponngpepatusHoe 053 *
213772 |ApeHOKapuMHOMa WeiiKu MaTKu 1.01 * 3a6onesaHue, Heknaccupuumpyemoe
589 |MuacreHm| rpasuc 0.53
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a no y6bIBaHMIO PacnpoCTPaHEHHOCTH

99971 |BbicokoguddepeHuympoBaHHas amnocapkoma [0.51 * 79140 |HelipoaHAOKPMHHAA KAPLMUHOMA KOXKM 0.27
180275 |bonesHb cocka Neasketa 0.51 * 83330 MpoKcMManbHan CNMHaNbHAA MblleYHas 0.26 *
99828 |/lnxopapgKa aeHre 0.5 * aTpodusa tun 1
980 OTCyTCTBME NEeroyHoin apTepum 0.5 * 168999 310KauecTBEHHAA MeslaHOMa CIU3UCTbIX 0.26 *
39044 |YseanbHas menaHoma 0.5 * o6onouek
2584  |Knaccuueckmii rppubosnaHblii MuKos 0.5 * 424016 |ApeHoKapuMHOMa aHa/NbHOIO KaHana 0.253 *
191 |cunppom Kokkeiina 0.5 * 97279 |WHcynmHoma 0.25
167714 HeknaccupuLMpoBaHHas OCTPas MUeNOUAHARA b.49 * 329977 Knaccuueckasn HeMpo3IHAOKPUHHAA ONyXo/b 0.25
neiikemua anneHAunkca
3318 |3cceHuymanbHaa TpombouuTEMUA 0.48 * 251627 |OnuropeHaporavoma 0.25 *
963 |Akpomeranus 0.47 139423 |ManonaTu4ecKuii OCTPbIi nonepeyHblii mueaur |0.25 *
533  [Aucrepuos 0.43 * 55880 [XoHapocapkoma 0.24 *
398940 [3"OKAYECTBEHHAA HeaNUTeANANbHaA onyXonb [0 1o 668 |Ocreocapkoma 0.23 *
anyHuKa 251852 3Mv5pMOHaJ1bHaﬂ ony{onb 0.22 *
98844 Knaccuueckan immepoma XogKK1Ha, 0.42 * "3"903"“7‘3""‘1‘3"5"0“ TKaHu _
CMeLlLlaHHO-KNeTOYHbIN TUN 1332 |MepaynnsapHbii paK WUTOBMAHOM Xenesbl 0.22 *
424943 ApeHoKapuMHOMa NeYeHu U 0.412 * 423786 |[HepnddepeHumpoBaHHaa KapunMHOMa Kenyakal0.211 *
BHYTPMNEYEHOUHbIX }KENYHbIX NPOTOKOB 97253 Helipo3HAOKPUHHAA ONYX0Nb NOAXKENYA04HOM 0.21 *
26872 T-KNeTouHbI! NeiKo3 U3 6ONbLINX rPaHYAAPHBIX 0.4 * Prenesbl
inumeouutos 96253 |bonesHb NueHko-KywmnHra 0.2 *
820 |Cunppom CHeppoHa 0.4 * 3392 [Tynapemus 0.2 *
570422 |AedpunumT ranakrto3omyTapoTasbl 0.4 301 [9neHpgMmanbHaa onyxosnb 0.2 *
101959 XpoHuyeckan nepsrMYHasn HaANOYEYHUKOBAA 0.4 % 100085 MepBrYHaA HEMPOIHAOKPUHHAA KapLMHOMA 0.2
He0CTaTOYHOCTb neyeHu
83484 |DHuedanut CeHt-Jlync 0.38 * 95455 CuHapom C'mBegca-,q)Koucoua/Toxcuuecmﬁ 0.19
399 bonesHb [eHTUHITOHA 0.38 anuaepmanbHbI HEKPONU3
36426 |Cunapom CtmeeHca—[l»KOHCOHa 0.36 * 71211 |OnTUKOHEBPOMMUENUT 0.1877
150 |HasopapuHreanbHas KapuMHOMa 0.36 * 541 MepsuuHoe KoxxHoe CD30 + T-kneTouHoe 0.18 *
728  |Peumamsupytowmii nonnxongpur 0.35 inumdonponndpepartusHoe 3abonesarHume
54057 :s:;nfguqecxan TpombouuToneHmyeckas 0.35 183 :z;:::?;::::m FpaHynemartos c 0.18 *
500464 NNOCKOKNETOUHBINM PaK NONOCTM HOCa U 0.35 543 "MM¢(1M3 BepkurTa — 0.17 *
NPMAATOYHbIX Nasyx Hoca 517 OCTpblii MMENOMOHOLMUTAPHDIA NeiKo3 0.17 *
IgG4-accouMMpPOBaHHbIM 3398 [dnuTenuanbHoe HOBOOBpasoBaHUe TUMYCA 0.17 *
49041 o 0.35 * = "
peTponepuUToHeanbHbli pubpos 142 |AHannacTUYecKuii paK WUTOBUAHOM Kenesbl 0.17 *
46484 |OnuropeHapornananbHas onyxonb 0.35 * 781  |Ky-nmuxopagka 0.16 *
33276 |Capkoma Kanowm 0.34 * 284 |AnbBeonspHbIA 3XMHOKOKKO3 0.16 *
533 |Nucrepuos 0.337 251636 [9nenammoma 0.16 *
398971 |CBeTnoKneToyHasa ageHOKapunMHoma amyHukos [0.32 * 913 |CuHppom 3onnuHrepa-dnnmMcoHa 0.15 *
1070 |AHM3aKNA03 0.32 86839 |PedpakTepHas aHemusa c 3bbiTkom 6nacTos 0.15 *
873 |AecmoungHas onyxonb 0.3 * 56970 |[MpuoHHas 60ne3Hb Yenoseka 0.15 *
52417 |MALT-numdpoma 0.3 * 553 |CuHapom KywuHra 0.15 *
300912 |[/lumdpoma maprmHanbHO 30HbI 0.3 * 33402 |Oetckana renatouenntonapHan KapuuHoma 0.15 *
293173 OcTpblii reHepann30BaHHbINA 3K3aHTEMATO3HbIN 0.3 329918 |C3 rnomepynonarusa 0.15 *
nycrynes 99867 [Tumoma 0.14 *
29072 HacnepcrBeHHaa ¢peoxpomouuToma- 0.3 654 He¢p06nac'roma 0.14 *
naparaHravoma 319298 [ManuanapHas noyeuHo-KNeTOUHaA KapuuHoma [0.14 *
1930 DHUEDaNNT, BLIZBaHHBIN BUPYCOM NPOCTOro 0.3 79140 |HeitpoaHAOKPUHHAA KapLUHOMA KOXM 0.13 *
repneca OcTpblii MOHO61aCTHDIM/MOHOLMTaPHDIM *
178478 |MnapgeHueckuii 6otynmsm 0.3 * 514 | iikos 013
93672 _|lOBeHMNbHbIH AepMaTOMUO3UT 0.295 363579 |BHeroHafiHas repMMHOreHHas onyxosb 0.13 *
98823 [XpoHWYECKUii MUeNOMOHOLUTaPHDbIN Neiiko3  |0.29 * 35808 3n0KauecTBeHHas CTPOMaNbHasA ONyXo/b 013 *
98275 Muenoaucnnactuueckoe/muenonponmdpepatus 0.29 * NOI0BOrO TAXA ANYHMKA '
Hoe 3a6onesaHue 319 |[CkeneTtHas capkoma lOuHra 0.13 *
58017 |Knaccuueckuii BONOCATOKNETOYHDIW NeliKo3 0.29 * 182114 |Peakas yporeHuTanbHas onyxonb 0.13 *
99970 |AeanddepeHumposaHHas iMnocapkoma 0.27 * 913  [Cunapom 3onnuHrepa-dnnucona 0.125
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99915 3n10KauecTBEHHanA rpaHyNe30KNeToYHanA 0.12 * 790 |PetuHo6nacToma 0.05 *
onyXo/b AUUHUKA 213557 PaK MO/I04HOIA )Kenie3bl NO TUNY COHHBIX 0.05 *
26893 HoaynsapHasa nnmdoma XoaKKuHa ¢ 0.12 Kenes
numoounaHbim npeobnagaHuem HeanddepeHumpoBaHHaa KapuMHoma
418951 0.044 *
509 |Nlentocnupos 0.12 * nuwesoaa
324625 |YMKYHryHbA 0.12 * 99931 |[MamonaTuyeckuii remocuaepos Nerkux 0.0425 *
213716 |MnockokneToyHasa KapuMHOMa Tena MaTku 0.12 * 99912 [3nokayecTBeHHas AUCrepMUHOMA ANYHUKOB 0.04 *
213512 3n0KauecTBeHHasA CMeLlaHHaA MIOANEPOBCKan 0.12 * 98846 Knaccuueckan numdpoma XoaKKuHa, Tun 0.04 *
onyxonb AUMHUKA inumdoungHoro ucroweHmns
2086 |ranoma sputenbHoro nytu 0.12 454714 [Mna3smoKNeToYHbINM neiikos 0.04 *
204 Cnopaguueckan 6onesHb Kpeittudpenbara- 0.118 331 |BpokaeHHbi gepuumnt pakropa Xl 0.04 *
flko6a 300385 [KapuvHoma runodusa 0.04 *
418959 |NN0CKOKNETOUHDIN paK XKenyaKa 0.115 * 248111 [IOBeHMAbHaA 60ne3Hb [eHTUHITOHA 0.04 *
424002 |MNOCKOKNETOYHDIN PpaK NPAMOW KULIKKN 0.113 * 168960 PedpaKTepHaa aHemus ¢ U36bITKOM 61acToB Ha 0.04 *
98277 OcTpbiii MMGCOMAHbIﬁ neE‘mos C PeKyppeHTHO’ 0.11 * cTagum TpaHchopmauum i
reHeTu4ecKkou aHomanueu 357034 |HeHacnepcrseHHas peTuHobnacToma 0.038 *
616 |Mepynnobnactroma 0.11 * 83476 [3anagHo-Hunbckuii aHuedanut 0.036 *
520 |OcTpblii npoMMenouUTapHbIiA NeKo3 0.11 * 2573 |ponesHb Moamos 0.035 *
251651 |OnuroacrpouutapHas onyxosb 0.11 * MA0CKOKNETOUHDIN paK enuHoro nysbipsa u
424996 . 0.032 *
99967 |MwukcomgHas/KpyrnoknetouHas nmnocapkoma [0.1 * BHEMeYeHOYHbIX Xe/YHbIX nyTen
98919 |[CuHapom Munnepa-®uwepa 0.1* 99865 |CnepmaTtouuTapHas ceMMHOMa 0.03 *
98845 Knaccuueckana nmmeoma XogKKuHa, Tun 0.1 * 46487 |NMpuobpeTeHHblii 6ynnesHbli anuaepmonmus 0.03 *
inumeoungHoro npeobnaganus 33355 |PetukynsapHasa gucreHesus 0.03 *
53035 |BonesHb Kaposn 0.1 290 |CuHapoMm BpOXKAEHHOI KpacHYXU 0.03 *
37553 |CuHapom AHpepceHa-TaBunsa 0.1* 251576 [Fnmocapkoma 0.03 *
26790 |MceBaomuKcOMa 6pIOLLIMHDI 0.1 1501 |AppeHOKOPTUKaNbHAA KapLuMHOMa 0.03 *
2382 |Cunapom JleHHOKca-TacTo 0.1* AL MHaPHO-K/NIETOYHAA KapuuHoMma
= 424046 o 0.029 *
2314 |AyTOCOMHO-A,OMUWHaHTHbIN runep-IgE cuHgpom 0.1 * noaKenya04HOM XKenesbl
228371 |NMuwesoii 60TyAn3m 0.1 * 423994 |[MNOCKOKNETOYHbIW PaK TONCTON KULLKK 0.026 *
1822 [FemumenuyecKas anupusapHaa agucnaasms 0.1 401920 dubponamennapHas renaTouennonapHan 0.025 *
178475 |PaHeBoi 60TyAuU3M 0.1 * KapuMHOMa
131 |Cunapom Bagpa-Kuapm 0.1 329984 |boKanoBUAHOKNETOYHAA KapuUMHOMa 0.025
112 |Cunapom BaptTepa 0.1 * 3299 |Cron6Hsak 0.024 *
86893 HopaynapHaa aumdoma XoarKkuHa ¢ 0.095 * 424039 MNOCKOKNETOUHDIN pak NoAMXeNyA0UHO 0.023 *
InumdounaHbim npeobnagaHnem prenesbl
75564 MpuobpeTteHHas uauonaTMyecKan 0.09 * 1267 |boTynusm 0.022 *
cnpepobnactHan aHemuA 99928 TpodobnacTmueckme onyxonu Ha mecre 0.02 *
251630 |AHannacTuyecKaa onUroaeHaporamoma 0.09 * nNaueHTbl
1304 |Bpyuennes 0.09 * 98834 OcTpblii MMenobnacTHbii Neiikos ¢ 0.02 *
3287 |Aptepuut Takaacy 0.084 * co3peBaHnem
375 AHTUrnOMepyasapHana 6one3Hb 6azanbHom 0.08 * 86850 M"e"°““ﬂ"a" capkoma — 0.02 *
mem6paHbl 518 |OcTpbiii MerakapnobnacTHbiii Neiiko3 0.02 *
35807 3n0KauecTBeHHan repMUHOreHHas onyxonb 0.08 * 449 |fenaTtobnactoma 0.02 *
AMYHMKa 363489 |Onyxonb CTPOMbI NOJIOBOrO TAXA ANYKA 0.02 *
398987 [3nokauecTBeHHasA TepaToma AMMHUKA 0.07 * 251909 |MuHeobnactoma 0.02 *
251870 3M6puovuanbuaﬂ OMnyXonb LLeHTPaNbHOMN 0.07 * 251679 |Actpobnacroma 0.02 *
HepBHOU cUCTEMDbl 251579 [furaHTokneroyHas ramobnacroma 0.02 *
79277 |BpoxpeHHas aputponoaTuyeckas nopoupua  |0.065 * 1957 [3creanonelipobnactoma 0.02 *
86843 |Octpbiii naHmuenos c mmenopumbposom 0.06 * 143 PaK NapawMToBUAHOM Kenesbl 0.02 *
863  |TpuxuHennes 0.06 * 1183 |CUHAPOM ONCOKNOHYCA-MUOKIOHYCA 0.02 *
213531 MeTannactuyecKkas KapuuMHoma MOJIOYHOM 0.06 * 424970 Hep‘“(bd)epe“qupoga“”mﬁ paK nevyeHu n 0.015 *
PKenesbl BHYTPMMNEYEHOUHbIX }KeYHbIX NPOTOKOB
99969 |MneomopdHas Mnocapkoma 0.05 * 31837 |/lerounas BeHO-OKK/I03UOHHAA 6one3Hb 0.015 *
98287 rMcTuouuTapHas n AeHAPUTHO-KNETOUHAA 0.05 * 538 |lumdaHruoneiiommomaros 0.0135
onyxonb 79276 |Octpas nepemexarowasnca noppupua 0.013 *
86852 |B-knetouHblii npoanmdoLUTapHbI 1eiiKo3 0.05 * 79278 |[AyTocomuas aputponostuueckas 0.012 *
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A no y6bIBaHUIO PacNpPOCTPaHEHHOCTU b (/100 000)

)

npotonop$upusa

424058 BHYTPUNPOTOKOBaA nanunnﬂvpuaﬁ MYLMHO3HaA 0.011 *
KapLMHOMa NOAXKENYA04HON XKenesbl

08833 OcTpbliii MuenobnacTHbIl Nneiikos 6es 0.01 *
co3peBaHus

98832 OcTpbiii Muenou.qublu NeKo3 C MMHMMANbHOIA 0.01 *
landdepeHymuposKkoi

55881 |ApamaHTUHOMA 0.01 *

319303 |XpomodobHas noyeyHo-KaeToUHan KapumHoma |0.01 *

251899 |KapuuHoma cocyamncToro cnaereHms 0.01 *

251863 Nlecmonnactuyeckan/HoaynapHas 0.01 *
meaynnobnacroma

251607 |MneomopdHan KcaHToacTpoLUTOMA 0.01 *

251598 [NpotonsasmaTuyecKasn acTpoLuToma 0.01 *

251582 [FAnomatos ronoBHOro mosra 0.01 *

2030 |Pubpocapkoma 0.01 *

180234 |CmelwaHHaA repMUHOrEHHAA ONyXoJ/b 0.01 *

180226 [9m6puoHanbHaA KapuuHoma 0.01 *

168966 |KomnosutHas ammdpoma 0.01 *

424975 MNAOCKOKNETOYHbIA paK NevyeHn n 0.009 *
BHYTPMMNEYEHOUHbIX }KeNYHbIX NPOTOKOB

79473 |CmeluaHHas noppupusa 0.008 *

423968 |1NOCKOKNETOUYHDIN PaK TOHKOM KULLKK 0.008 *

424053 MyuWHO3Has uuf'ra.qeuoxapuuuoma 0.007 *
NoAKeNyA04HOM Kenesbl

284343 CuHApOM cemeiiHo npvep,pacnono»(euuocm K lo.007
nneBpony/ibMOHa/IbHOW 6aacTome

356 |Cungpom MepctmaHa-LTpayccnepa-LeitHkepa |0.0055

97280 [rnokaroHoma 0.005 *

418945 |Pak nuuiesopa, NO TMNY CAIOHHBIX XKenes 0.004 *

424065 ConnpHas nceaeonanunnapuaa KapuuHoma 0.003 *
noAXKenyao04HOM xenesbl

97283 |ComartocratuHoma 0.0025 *

424982 |bunnapHas uMcTageHOKapLMHOMA 0.002 *

224080 OcTeoreHHas ru:amoxneTouHaﬂ onyxonb 0.001 *
nNoAKeNyA04HOMN Kenesbl

580572 BHYTpUnNpoToKOBOE Ty6ynonanunni‘|‘puoe 0.0
HOBOO6pa3oBaHMe NOAKENYA0YHOWM Kenesbl
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L KonnyecTBo
Cnucok 3a001€BaHUI WIIX TPYIII \ORPHA-«»A ORPHAKoA e
el 238606 |MepBUYHDBI OpPTOCTAaTMYECKUIA TPEMOP 390 Cnyyan
3a00JIEBaHUM 110 YOBIBAaHUIO YHCIIA d L
83453 |BynbBoBarnHaibHbIA AeCHEBbIA CUHAPOM 380 Cnyyan
96170 |CuHapom dmaHyanb 350 Cnyyamn
OHY6HHKOB3HHBIX CJIydacB HNJIN AP Y Y
HacnepcrBeHHOe KpoBOU3NUAHME B MO3T C
) 85458 amunonaosom 350 Cnyyan
MCHU
CEMC 64741 |NlerouyHas 6nactoma 350 Cnyuyau
3269 BpoXKAEeHHbIW PaAnoynbHAPHbIA CUHOCTO3 350 Cnyyan
2968 |Aeduuut agresum neitkouuntos 350 Chyyau
59 CuHapom AnnaHa-XepHpoHa-Aaanm 320 Chyyaun
LN S SR cnyuaes 838  |cunppom Cycaka 304 Cnyuan
28220 99147 |NpuobpeTteHHbili cuHapom ¢oH BunnebpaHpa 300 Cnyyan
319218 |Femopparvuyeckas auxopaaka 36ona
Cnyuan 23469 lecmonnacTuyeckan MeNKOKPYr1OKAeToYHanA 300 Cryuan
20000 onyXosb
227972 |CHHAPOM TOKCHIECKOTO Macnia Cnyuan 73 bonesHb lopxema-Crayta 300 Cayuam
570 CuHapom Mebuyca 300 Cnyyau
454745 |Kypy 2700 £ > - = = Y
Cnyyaun 525 MN0CKUi BONOCAHOWN NnLan 300 Cayuamn
reHepanusoBaHHanA UHPaHTUNbHAA apTepuanbHan
50918 |Bone3sHb Kukyuu-dyaumoro 1052 51608 B ¢ RISR 300 Cnyuamn
Cnyyam Kanbumpukauma
2309 BDONACHHAA NAXUOHUXMS 1000 501 bonesHb Jlagpopa 300 Chyuan
POA Cnyyam 482 bonesHb Kumypbli 300 Cnyyan
158014 |BonesHb Posaii- flopdman 1000 42775 |Cungpom PHACE 300 Cnyuau
Cnyyaun 41 HacnepncrBeHHbI CUMMETPUUHDIN aucxpomato3  [300 Cayvamn
64 CuHgpom AnbcTpéma 950 Cyuan 3347 |Cunapom MyHbe-Kan 300 Cayyam
454836 |Mtnumii rpunn 826 Cny4au 309025 |HegocraTouHOCTb MeBaNOHATKUHA3bI 300 Cnyuan
83312 |Be3uKynésHblii pUKKETCHO3 800 Cnyyan 3071 |Cunapom Koctenno 300 Cayyan
1917 [deTanbHbI METUAPTYTHLIN CUHAPOM 800 Cnyuaun 247245 |NoBepxHoCTHbII cuaepos 300 Cayuan
85 BporKAeHHan AM39pPUTPONOITUYECKANA aHeMUA 740 Chyyaun 237 Nynankauma ypetpbl 300 Cayuan
840 CocouKkoBasA CMpUHrouucTageHoma 730 Cnhyyamn 2330 |Cunapom Kasabaxa-Mepputra 300 Cnyyan
99825 |3aboneBaHue, Bbi3BaHHOE BUpycom Hunax 556 Chyyaun He0CTaTOYHOCTb KAPHUTUH-
99826 |Femopparnuyeckas nuxopagka Map6ypr 500 Cnyyan 228302 [nanbmutountpaHcdepasbl Il, mmonaTtuueckas 300 Cnyyan
i opma
79282 MeTnamanoHoBas aunaeMmsa C roMoLUCTUHYPUeid, 500 Cryuan dop
Tun cbIC 220 CuHgpom JeHuca-fpawa 300 Chyyau
73256 |UeHTpanbHas HelipouuToma 500 Cnyyan 2092 |doKanbHaA KOXKHaA runonnasus 300 Cnyyan
69077 |PabgongHas onyxonb 500 Cnyyan
aona, i nyxon ny! 206569 MMmyHoonocpeAoBaHHAsA HEKPOTU3UPYIOLLAA 300 Cryuan
530 /lunonaHblii npotenHos 500 Cnyuau muonaTus
42642 |CuHgpom PFAPA 500 Cnyyan 184 XepyBuam 300 Chyyau
35687 |bonesHb Ipareirima-Yecrepa 500 Chyyaun 157 HepocTaTo4HOCTb KAPHUTUH 300 Cnyuam
34526 |HacnepcrseHHas nepBUYHAA rMNOMarHueMms 500 Cnyuam nanbmurounTpaHcdepasbl |l
i i BporKAeHHanA TeNleaHrMaKTaTuYeckas mpamopHas
3261 AYyTOMMMYHHbIW inméonponudepaTMBHbIi 500 Cryuam 1556 POXKA p P 300 Cnyuam
cuHapom KoXKa
2930 |Cunapom KpoHkxaiita-KaHagpi 500 Cyuan 1467 |Cunapom KoraHa 300 Cnyuau
26 MeTnamaioHOBaA auUAEMUA C FTOMOLMCTMHYpUeii [500 Cayyan 1340  |Kapauo-gaLmo-KoKHbIN CUHAPOM 300 Cnyuan
1328 |bone3snb Kamypatu-dHrenbmaHa 300 Cnyyan
2138 46XX, 0BapUOTECTUKYNAPHOE HapYLUEHUA Pa3BUTUA 500 Cryuam yp Y
nona 125 CuHapom Bayma 300 Chyuan
167 CuHapom Yepmaka-Xuracu 500 Chyyamn 500 CuHAapom HyHaHa ¢ MHOXKeCTBEHHbIMMW IEHTUTO 296 Chyyaun
85448 |AGel amunoungos 475 Cnyyaun Octpas sHuedanonaTma ¢ aAByxpasHbiMmu
BuTaMuH B12-HeuyBCTBUTENbHAA METU/IMANOHOBas 363549 |cyaoporamu 1 OTOCPOUYEHHbBIM CHUXKEHMEM 283 Cnyuan
79312 450 Cnyvaun
aunaemus Tvn mut- landdysumn
He0CTaToMHOCTb AHTAPHOM 599373 |STXBP1-related encephalopathy 282 Cnyuau
22 450 Cnyyan =
nonyanbaervaperngporeHasbl 2070 |203MHOPUNbHDLIN racTPOIHTEPUT 280 Cnhyuyau
411593 [AyTOMMMYHHBII MHCYIMHOBbINM CMHAPOM 404 Cnyuan 566943 |Cunapom Mionnepa-Beiicca 277 Cnyuyam
662 CMHAPOM XKenTbiX HOrTel 400 Cnyuaun 137667 KanunnapHaa manbdpopmanmna-apTepuoBeHO3Han 261 Cryuam
649 bonesHb Hoppu 400 Chyyaun Manbpopmauus
352540 |OHkoreHHas octeomanauma 400 Cnyyam 98954  |iuctpodus porosuupbl MecmaHHa 250 Cnyuau
35125 |CMHAPOM aNMAEPMabHOTO HeByca 400 Cnyyan 90283 |OnyxoneBan KpacHas BONYaHKa 250 Cnyuau
3348 |OcTeoxoHaponnacTuyeckas TpaxeobpoHxonatna  |400 Cayyam 373 |CuHapom CumncoHa-Tonabu-Bemenn 250 Cnyuan
2909 [cunapom PotmyHa-TomncoH 400 Cyuan 2908  |CuHapom Kunanep 250 Cnyyan
100025 |BonesHb anbda-TAKENbIX Lenei 400 Cnyuan 221074 |bone3sHb Mapkuadasbl-burHammn 250 Chyuan
974  |Cunapom Asamca-Onusepa 398 Cayuan 167635 |Cknepomukcegema 250 Cnyyan

"Omny0IMKOBaHHbIE JAHHBIC 0€3 YTOYHEHHsI OTHOCSTCS KO BCeMy MHpY. 3Be37j0uKa * yKa3bIBaeT Ha eBPONCHCKHE TaHHBIE.
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‘ ORPHAkopg ‘ ORPHAkopa - ORPHAKop, ORPHAkoa, RREEEEE
cnyyaes cnyyaes
163634 |[Cunapom Maddyuum 250 Cnyyan 139436 |MyAnbTULLEHTPUYECKUIA PETUKYNOTUCTUOLMTOS 200 Cnyyan
100006 |ABeta amnaouAa03, roNNaHACKUI TMN 250 Cnyyan 137867 |Bone3Hb MOTOPHbIX HEPOHOB MaApaccKkoro Tuna [200 Cayyaun
199318 |[MuKpogeneumoHHbIU cuHapom 15q13.3 246 Cnhyyamn 1300 [AYyTOCOMHO-A0MUHAHTHBI CUHAPOM 200 Cryuam
2710 |OKynopeHTOAUIMTANbHAA AUCNNA3UA 243 Cnhyyaun MOAKO/IEHHOro NTepuruyma
464453 [MpuobpeteHHas meTremornobuHemus 242 Cnyuyan 1063  |Myuykosas aHruoma 200 Cnyyam
169105 |Cunapom l'yaa 241 Cayuamn 1059 |CuHppom rony6oro nysbipyaToro HeByca 200 Chyyaun
99642 CnonaunosnumetadusapHas gucnaasus, Tun 234 Cavaan 627  |Cunapom HaHc-XopaHa 196 Cnyuau
Xanauroay v 402035 |Po3nMHOPpUNBLHDIN KOAUT 196 Cnyuamn
2241 CuHapom Meral.iucmca-muupoxonoua- 230 Cryuam 28 ButamuH B12-yyBcTBUTENIbHAA METUIMA/IOHOBAA 192 Cayuan
MHTECTMHANIbHON NIMNONEePUCTAaNbTUKU aunaemmn
1708 |MosauyHas Tpucomus 16 226 Cnyyan 1465 |CuHpapom KoddpuHa-Cupuca 190 Cnhyuyam
65285 |bonesHb Jlepmutra-Aitokno 220 Cnhyyaun 293381 DnutennanbHan peuManBUpYIOLLAA IPO3MBHaA 186 Cryyan
587 CuHapom Miounp-Toppe 205 Cnyyan lanctpodpus
2796 |NaxupepmoneprocTos 204 Cayuamn 757 MceBAoOrMNoanbAoCTEPOHU3M TUN 2 180 Chyuam
2510 |CuHApom micro 203 Cnyuau MeHpenupyiowas npeapacnonoKeHHoCTb K
33364 [Tpuxotuoauctpodus 201 Cayuan 319552 |mmkobakTepuanbHbiM 3a6onesaHuam scneacrsme |180 Cnyuan
99050 AHOManbHOEe OTXOXKAEeHUe NPaBoli AN Nesoi 200 Cryuan e ;onuoro Ae:i?;"-lMTa IL12RB1 —
[nerouHoit apTepum us aoptbl TPOréHHbIn boTyIN3M Nyyau
97360 |Cunapom PobuHosa 200 Cayuamn 2237 CuHapom mnonaEampeosa-ueﬁpoceucopuoﬁ 180 Cnyuam
91385 |Mprob6peTeHHbIi aHTMOHEBPOTUYECKUIA OTEK 200 Cnyyan [yXOTbl-NOHEHHON naronorun
1475 |CuHapom nouyeuHoit Kono6ombl 180 Cnyuamn
901 CuHppom Yannca 200 Chyyaun
§ v = MMmmyHoaeduUUT BCreacTBUM AedeKTHON
847 mffﬂx o e 200 Cryuau >72_ bxenpecoan MHC Il knacca 179 Cryvan
79277 |BpoxkAeHHas 3puUTPONo3TUYECcKaa noppupus 200 Cayvan 98960 I.ClMCTpodma porosuu,f| Tuna-Benke 173 Cnyuan
79255 |GM1 ranranoauaos tun 1 200 Cayuau 97685 |MukpoaeneunoHHbi cuHapom 17q11 . 170 Cnyvamn
75563 |X-cuenneHHas cugepobnactHaa aHemua 200 Chyyaun 60040 CuHapom Meran::)Hued)anuu-l(anunnﬂpuou 170 Cnyuam
679 3n10KayecTBEHHbI aTpoduyeckuii nanynes 200 Cnhyyaun Zanbd)opmau,uu nonugnm(pompuu
66630 |BporKAEHHbI NOXKHDIN CYCTaB KNHOUYULLbI 200 Cnhyyamn 48431 A::ﬂiﬁg::ﬁ::ﬂ:;:g:;:‘:paKTb'_MU‘EBorO 170 Cnyuamn
575 Cunapom Makna-Yanbca 200 Cnyyan
m AP y 324636 |CMHAPOM ayTOIpPUTPOLUTAPHOI ceHcubunmsauyum 170 Cayvamn
apAMOMMOBACKYNIONATUA C OT/IOKEHUEM
565612 Tpv’:iuuepup,os ¥ 200 Cnhyuaun 252212 |3nokayectBeHHaa TPUTOH-ONYXO/b 170 Cnyuamn
559 CuHapom MapuHecko-CbérpeH 200 Cnyyan 1459 i:::,p::)nuizn:IzkuM-snunencuu-uepeﬁpaanou 170 Cnhyuam
HacnepcrBeHHbI 1eMIOMMOMATO3 U NOYEYHO- = 4
523 KneTouHBIi paK 200 Cnhyuaun 2332  |Cunppom KBG 164 Cnyvan
48686 |Nepsnanan sbdysnonnan ammboma 200 Cayaan 96121 |MuKpoAynnMKALMOHHbIN cuHapom 7¢11.23 163 Cnyuamn
48652 |Monocommn 22q13.3 200 Cryaan 2612:3 rukpo:qyznnm(auuouubm cuHapom 16p13.11 162 Cnyyau
48377 |Cy6KopHeanbHbl NYCTyNE3HbIN 4epMaTo3 200 Cnyyan 52:228 KVSt::'a 8 po— — 122 gny:a:
457 UxTno3 ApnekuHa 200 Chyuyau 1359 KZ:AMZ'\:::(ZPHTP aA Aucnnas 60 C::q:u
MpaTtHaa atpodua cocyamncToii 060104KUN N
414 200 Cnyuan i i B- i
ceTuaTkM Y 300324 MepcncTUpyoLW M NONMKNOHANbHDBIN B-KNeTOYHbI 154 Cnyuam
rMnepummyHornobyanHemus D ¢ nepuoguveckoin umbouuTos
343 nvxopaaoii 200 Cayuan 84142 |Cunapom WMcaakca 150 Cnyuam
306516 | oMenHan MEPBMINaA romariuemna ¢ 200 Cnyuan 106poKauecTBeHHbIN NapOKCM3MasbHBbI
runepkanbuuypuei U HeppoKanbLMHO3OM 71518 150 Cnyuan
302 BeppyundopmHas anuaepmoamcniasmua 200 Cnyvan TO:TMKO::: Mnaizu:a:cmau - —
289494 |4H neitkoguctpodusa 200 Chyyamn 71274 fev'fginn:loma?rz:a bIV NEPUTOHEANIbHD 150 Cnyuamn
2616 [3MC 200 C.
vnApOm = Jyuau 52503 [X-cuenneHHblii AepnunUT nepeHocUnKa KpeatuHa  [150 Cayyaum
261183 |MuKkpopaeneumnoHHbIN cuHapom 15q11.2 200 Chyuyau
498474 |CuHppom ruanuHosoro pubpomarosa 150 Cny4yau
221016 |Cunppom PotmyHaa-TomcoHa Tun 2 200 Cnyyan 381 R — 150 Crvaan
220407 |OrpaHU4YeHHbI CUCTEMHDIN CKNepo3 200 Chyyau AP prchy AA
37748 |Cunpgpom LHuunep 150 Cnyuamn
2088 CuHgpom PaHKOHU-Bukkensa 200 Cnhyuyau Xcuenne e o o
— -CLenNeHHbIN CUHAPOM UMMYHHOM
199267 |MnageH4yeckuit pubpomatos nanbLes 200 Cnhyyamn 37042  |aMcperynsiuum, noauSHAOKPUHONATIN 1 150 Cnyuan
1986 |Komnnekc lonnona-BonbéraHra 200 Cnhyyamn HTeponatum
1980 B:"aTeP:;"b""'" CTpUonanmaoAeHTanbHoIN 200 Cnyyan 35069 |MnapeHuYeHcKanA HeillpoaKcoHanbHaa auctpopua |150 Cayyaum
KanbLvi 347 Cungpom Ppeiizepa 150 Cnayuam
193 CuHgpom KoaHa 200 Cnhyyau
— 3467 HacnepcrBeHHaA KCAaHTUHYPUA 150 Cny4yaun
1540 [Cunapom [ixekcona-Belicca 200 Cnyyan 329481 |NlunonpoTtenHoBas rnomepynonartus 150 Cnyuamn
139491 |lemoxpomaros vn 4 200 Cnyuam 3265 Mneuye-nyyeBoit CMHOCTO3 150 Cnyuamn
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‘ ORPHAkopg ‘ ORPHAkopa - ‘ ORPHAKop, ORPHAkoa, RREEEEE
cnyyaes cnyyaes
3197 HacnepcrseHHasa runepaknaexkcua 150 Cnhyuaum 84064 |CuHppomanbHan guapes 116 Cayuamn
3156 CuHapom CeHnopa-J/lokeHa 150 Cnhyuaum 98967 |Auctpodusa porosuubl LLHailaepa 115 Cayuamn
314777 |CemeitHas u3onnpoBaHHasA ageHoma runogpusa 150 Cayyaum 48918 |OuaroBbiii MUO3UT 115 Cnayuyam
3103 |CuHgpom Pobeptca 150 Cnyuvam 1001 MuKpoAaeneuMoHHbIi cuiapom 237 115 Cnyvamn
284454 (OcTpasn 30Ha/NbHAA OKKY/IbTHAA HapYyXKHan 150 Cnyuam 293181 3n0KauecTBEHHbIE MUrPUpYIOLLME NAapLMaNbHble 114 Cnyuam
peTuHonaTtma npuUcTynbl MaaaeHyecTsa
28378 |TuposumHemua TMn 2 150 Cnhyuaum 261494 [Cunppom Knundgctpbl 114 Cnyuamn
MepBUYHaA ocTeoamMcnaacTUYECKan Kap/IMKOBOCTb CMHAPOM NOCTAaKCUANbHOWU NONNAAKTUAUU-
2637 o 150 Cnyuam -
c mukpouedanuei Il Tuna 420584 [aHOManuu nepegHeit Aonu runopusa-amMuLesoro 112 Cayuamn
2576 |HaHnusm Mynunbpeii 150 Cnyuam laucmopdusma
236 Tpucomms 9p 150 Cnyuam 415 CMHAPOM rMNepopPHUTUHEMUN-TUNEPAMMOHEMUN- 111 Cryuan
226 |HepocratouHocTb gurnaponupuamH pegykrasol  |150 Cayuan rOMOUNTRYANUHYPUN
2108 |CuHgpom XannepmaHa-LUtpan?da 150 Cnyuan CemeiiHas NepBUYHAA TMNOMArHUeMMA ¢
2048 |Cungpom ®Pya-LlasaHu-Mapu 150 Cnyuamn 31043 |runepKkanbumypumeii n HEd)pOIf'aanJ,MHOBOM 6e3 110 Cnyuan
= = [TAXKENbIX INa3HbIX HapyLWeHWn
188 CMHAPOM CUCTEMHOI KAaNUNNAPHOM YTEYKMN 150 Cnyyvam
168816 |KncrosHan mesoTenvioma GprowimnHbl 150 Cryaan 97229 |HepocTaToyHOCTb TpaHcnopTepa pubodnasnHa 109 Cnayuyam
1590 |AucranbHaa moHocomua 13q 150 Cny4yau 46627 _ [Cunapom HYap 109 Cnyyam
140944 |Cunapom CLOVES 150 Coyuan 79113 |[CMHAPOM HENIOCTHO-IMUEBOrO AM30CTO3A- 107 Cayuam
Mmukpouedanun
139411 |Tpuapa KapHu 150 Cnyuam
" 86909 |MuoKnOHMYECKan INUAENCUA MAaAeHYecTBa 106 Cnyuamn
1297 |bpaHxuo-0Kyno-paumanbHblii CUHAPOM 150 Cayyvam
PLG-accounmMpoBaHHaA HacneaCcTBeHHasA
135 Cunapom CACH 148 Cnyuam 537072 105 Cnayuam
aHrnospgema c HopmanbHbim Clinh
398166 |PokanbHaa KOXHaA AUCNNA3MA LA 147 Cnyvam 261265 |MuKpogeneumnonnbiii cunapom 17q12 103 Cryuan
457083 |M301MpOBaHHOH CNNEHOrOHAAHOE CANAHUE 145 Cnyuvam
79477 |Cunppom MNpusennm tvn 2 102 Cnyyamn
166113 |Cunpapom Basekca 145 Cny4yau =
3342 |CuHApPOM M3BUAUCTBIX apTeEpPUIA 102 Cnyuamn
113 (Cunapom basekca-flionpe-Kpucrona 143 Cnyuau 488239 |Octpas makynspHasa HelipopeTMHoNaTmA 101 Cny4yau
90003 |BocnanutenbHasA NceBA00NYX0/b NEYEHU 140 Cnyyvam
99880 |CuHAapom runepnapaTupeosa-onyxoam YencTm 100 Cnyvamn
83450 |PernoHanbHana oAoOHTOAMCNANA3UA 140 Cny4yau 99063 |Romnnexc Wona 100 Cryuan
73314 L-Z-mp,poKcurny'raposanGaquAypua 140 Cnyuau 99015 |Cnactuyeckasa napanaerua tmn 2 100 Cny4yau
35708 Hepocrarounocts aekapbokeunasel 140 Cnyuam 981 [AreHe3una BHyTpPeHHeW COHHOW apTepun 100 Cny4yau
apomaTtnuyeckux L-ammHokucnor -
—~ 96095 |MukpoaynaMKaLMOHHbIA cuHapom 3G26 100 Cnyvamn
2290 |BpoxaéHHas atpodua MUKPOBOPCUH 137 Cnyvam
- - 955 AKPOOCTE0/IN3 JOMUHAHTHOTO TUNA 100 Cnyuamn
bosie3Hb HaKon/eHua cBo6oAHOM cnanosoit " —
834 KUCAOTBI 130 Cnyuamn 94087 |Uutodarmyeckmnini rMCTMOLMTaPHbIN NAHHUKYAUT 100 Cayuamn
3400 |AopTo-KenyaouKOBbI TYHHENb 130 Cnyuamn MpuoGperenHbiid EMHAPOM ®aHKonu,
- - 91136 [JaccouMMpOBaHHbI C MOHOK/IOHaNbHbIMK nerkumm (100 Chyuaun
291 CMHAPOM BPOXAEHHOWU BETPAHOW OCnbl 130 Cnyyau uenamu Ig
178307 |PeTukynapHan akponurmeHtauma Kutamypbi 130 Cayuvam = =
[AYyTOCOMHO-A0MUHAHTHbIW runodocpatemmuyeckuin
800 |Cunapom Lsapua-Oxamnena 129 Cnyuau 89937 baxur 100 Cnyuau
98920 CnuHanbHaA mbllweyHasA atpodumsa ¢ 128 Cryuan 898 Bonestb BarHepa 100 Cnyuan
PecnnpaTopHbLIM AMCTp“eCC'c"HAPOMOM ™n 1 897 CuHapom BaapaeHbypra-Lllaxa 100 Cayuamn
3138 yanapHO-M?:MMaprIVI cMHApPOM 128 Cnyuam 269 TpoiiHoi curapom (AAA) 100 Cayaam
CuHAapom neikosHuedpanonaTmm c r
e/IMKOMAHaA nepunanuanapHas
137898 |npeumyLLecTBEHHbIM NOpaXKeHMeMm cTBosIA mo3ra u|127 Cayuamn 86813 100 Cayuamn
XopropeTUHanbHas aereHepaumna
CMMHHOrO MO3ra-BbICOKOrO YPOBHA NIaKTaTa
DHuedanonatna BcneacTBUe HEQOCTaTOUHOCTH
650 HepocTraTouHocTb LCAT 125 Cnayuam 833 100 Cnyuamn
cynbduTokcnpaasol
93583 |BPOAeHHaA TROMGOTHECKaA 123 Cayuam 79493 |Cunpapom Bpyka-lnurnepa 100 Cayuan
TRomBoumTonenyeckas nypnypa PeLieccMBHbIN ANCTPOdUUECKUIA UHBEPCHDI
1305 |Cungpom DeiiHronbaa 123 Cnyuam 79409 6 u 1bIM AvcTP P 100 Cnyuan
CuHapom 6nedapopumosa-ymcTBeHHOMN YATEsHpA ThasP o
3047 otcranocti, Tn SBBYS 122 Cnyuam 79403 CMHAPOM NorpaHUYHoro 6ynnesHoro 100 Cryyan
— bnnaepmonusa-atpesnmn nunopyca
90117 :l::’:ﬁ::s:"aﬂ MOTOpHO-CEHCOpHaA HeuponaTua, 120 Cnyuam 77258 [TpuxopuHodanaHreanbHbiii cuHgpom tun 11 3 100 Cny4yaun
75326 |M3BuTOCTL apTepuii ceTyaTku 100 Cny4yaun
440727 Kom61HUpOBaHHaA raMapToma ceT4aTku U 120 Cavuan
NUIrMEHTHOTO 3NUTENINA CEeTYATKMU v 746 flebuuMT MUTOXOHAPHANLHOTO 100 Chyuam
-~ [TpudyHKUMOHaNbHOro 6eska
391641 |CuHapom PaitHronbaa Tun 1 120 Cny4yau
C 7 e 724 Manonatuyeckan octpasn 303MHOPUIbHAA 100 Cavuam
2343 MHAPOM U30IMPOBaHHOM AedopmaLmm Yepena B 120 Cnyuam HEeBMOHMS y
BUAS cTa RASBEPA /AMCTOHMA-NAaPKMHCOHU3M CO CTPEMUTENIbHBIM
100026 |Bone3Hb raMmma-Taxkenbix Leneu 120 Cnayyaun 71517 bassutem 100 Cnhyyaun
261272 IMMKpop,ynnuKaquou;blecuH,qpom 17q12 118 Cnyuam 71279 |Cunapom CANOMAD 100 Cryuan
398073 |Mpagep-Bunnu-nopobHbiii cuHgpom 117 Cnyuam 700 Cunapom Netepc natoc 100 Caysam
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ORPHAkopg ‘ ORPHAkopa - ‘ ORPHAKop, ORPHAkoa, RREEEEE
cnyyaes cnyyaes
672 CuHapom Mannucrepa-Xonna 100 Cnhyuam 209905 |CuHApPOM MO3r-nerkue-nTOBUAHAA Kenesa 100 Chyuam
65748 MHO)I:(‘ECTBEHHEFI camo3saxKusnaiowanca 100 Cayuan 2053 CuHapom ®pumeHa-LengoHa 100 Chyuam
Yewlynyarasn snurenmoma 199282 |Cunapom ApnekuHa 100 Cnyvamn
59315 [Pom63HuedanocuHancuc 100 Cnyuan 199241 |KanunnapHbiii reMaHrMomMaTtos nerkux 100 Cnyuan
59306 _|CuHapom HeiipoakaHTouuTo3a Mak/leoga 100 Cnyuam 1929 |Nogoctpbiit sHLedanuT PacmycceHa 100 Cnyuau
538934 X-cuenneHHoe numdonponndepatTmsHoe 100 Cyuam 1826 [dpoHTOMeTadu3apHana gucnnasmsa 100 Cnyuamn
3abonesaHue BcnepcTsne gedpuumta XIAP 168569 |Cunapom H 100 Cnyuan
X-cuenneHHoe nMmdonponndepatusHoe 0 lo6poKkayecTBeHHbIE NPUCTYNbI MAafEeHYeCcTBa,
538931 [sabonesaHue, BcneacTene peduumta 6enka 100 Cnyuan 166305 accoumnpoBattbie ¢ nerkum ractposHTepuTom 100 Cnyuau
SH2D1A 1507 |AyrocomHo-peuieccuBHbIii cuHapom PobuHoBa 100 Cayuam
504476 CuHapom Mos:‘»(eqkosou aTaKE"" ¢ Heuponal'ueu " 100 Cnyuam 1446 CMHAPOM KO/IbLLEBOI XPOMOCOMbI 22 100 Chyuam
|ABYCTOpPOHHEI BecTMbynapHoii apedneKkcuneii AYTOCOMHO-oMMRaHTHAN
502 [TpuxopuHodanaHrosblii cMHAPOM TUN 2 100 Cnyuam 140957 MaKpoTpOMBoUMTONEHNA 100 Cnyuau
a77 CvHapom KIT 100 Cnyuan 14 [A6eTanunonporenHemus 100 Chyuam
a5 HepocTaToyHOCTb aAeH03nHMOHOopochaT- 100 Cnyuam 1310 |bonesnb Kaddu 100 Cayuam
AC3aNMMHasL! 1293 bpaxnonmms 100 Chyuam
bBo/1Ie3Hb HaKoMN/IeHUA rnuKo[eHa BCNeAcTBUe 1221 DReneancromi xeinmr 100 Cayaan
371 He0CTaTOYHOCTU MbILLEYHOWN 100 Cnyuam A
boctosppommen ] S
352723 |[CuHapom Yyanak-Xurawm ocnabneHHbIn 100 Cnyyvam peop
71276 |CuHApOM monyallero cMHyca 98 Cnyyaun
351 ranakrocmanngos 100 Cnyuam -
IGRIN2B-related developmental delay, intellectual
349 Pyko3nao3 100 Cayyvam 589547 e . . 98 Cnyuau
m o m n disability and autism spectrum disorder
33 ;MHAPOM a?cmana- cTTepa 00 Cnyuau 75381 |UucrtonpgHaa makynapHaa ancrpopusa 97 Cnyyaun
332 POKAGHHDIN ACGUUMT BHYTPEHHErO dakTopa 100 Cny4yau [AYTOCOMHO-40MUWHAHTHAA NPOKCUMaNbHasa
Kacna
A 363447 |cnuHanbHaa mbiweyHas aTpoduA € HA4aOM B 97 Cnyuaun
3319 - pon);(éqeH:Taﬂna:n:;auapuouwrapuaa 100 Cnyuam netckom sospacre
pombounTone 2065 |Cungpom Mannoseii-Mosarta 97 Cnyyaun
33110 |AyTocomHas arammarnobyanHemms 100 Cnyyvam
333 bonesHb Papbepa 96 Cnyuaun
31150 |bonesHb TaHXKepa 100 Cnyuam
— CuHAPOM 6bICTPO Pa3BUBalOLLErocA AETCKOro
3107 AYTOCOMHO-A,0MUHaHTHbIM cMHApom Po6uHoB 100 Cayyvam 293987 |osMpeHMa-rMnoTanamuueckoii AMchyHKLMN- 96 Cryuam
30924 MNepsuyHan r“""""va"“”e""”" € BTOPUYHOM 100 Cayuan rMNoBeHTUNALMN-BEreTaTUBHOM ANCPeryaaumm
runokanbunemuen 699 CuHapom MupcoHa 95 Cnyuau
306741 |CMHApPOM reMUAUCTOHUK-TeMUATPODUU 100 Cny4yau 52368 |Cunapom Mopa-TpaHebbepra 91 Cnyuam
2882  [CutocTeponemus 100 Cnyuam 2671 |Cunppom Hos-/aKcoBoit 91 Cayuaun
CuHapom genneuumn mutoxoHapuanbHoi AHK, 742 neduumr nponngassl 90 Cayuan
279934 [renatouepebpanbHas ¢popma BcreacTsue 100 Cnyuamn 53719 |Cvnapom Yaibepra-Meicona 90 Cryuan
HepocTatouHoctn DGUOK = >
498228 |dPunnopuiiHaa onyxonb NpeacratenbHoi Kenesbl |90 Cnyyan
OcTeoneTpos ¢ NOYEYHbIM KaHaNbLEBbIM
2785 aumpgosom 100 Cnyuaun 2473  |Cunapom MakKbiocuka-Kaypmana 90 Cnyuamn
= 1885 M30n1MpoBaHHaA 3KTONUA XpyCTasnKa 90 Cnyuau
CUHApPOM nonocatoii octeonaTMM-KpaHManbHOro
2780 ckneposa 100 Cnyuam 157846 |HeiipodeppuTtuHonaTma 90 Cnyuau
274 Cunapom BepHapa-Cynbe 100 Cnyuam 1642 |OAuctranbHaa moHocomusa 9p 89 Chyuan
2704  |CuHapom Ouoa 100 Cny4yaun 96147 g”;z-POM Knudcrpeb BCrepctene mukpogeneunu |86 Caysam
- q
ICUHAPOM apTporpMnosa-noyevyHoi ANcHyHKLmmn-
2697 onecrasa 100 Cnyuau 1738  [Tpucomma 4p [85 Cryuamn
2632 |Me3somenunueckas aucnnasua JlaHrepa 100 Cnyuau 34587 BonesHb HakonneHus rankorena screacTene 84 Cnyuaun
oy lnepuumnra LAMP-2
261476 |MukpopeneuMoHHbIN cMHapom Xp21 100 Cayuvamn
" " = " 3403 |AHomanua Yna |84 Cnyuaun
254478 |NemduronaHblii KpacHbIA NAOCKUIA ANLLIAN 100 Cnyuam -
n 319182 |Cunapom Bupgemana-LUtaiiHepa |84 Cny4yaun
251205 WUrMeHTHaA NapaBeHO3HaA 100 Cnyuam 752519 Ic m o A C
peTuHoXxopuouganbHasa atpopus “HApom haramu-Orara Nyuaun
MeransaHuedanbHas neiikosHuedanonatms c 98961 |Aucrtpodua porosuupbl Paiic-bakcnepc 81 Cnyuaun
2478 CYBKOPTUKANBHBIMM KHCTaMM 100 Cayuan 79133 |Ouarosas gvcnnasus Koxu auua tin | 81 Cnyuam
245 CuHapom Harepa 100 Cnyuan 2635 |MertatponHasa gucnnasus 81 Cnyyamn
2414  [BpoxaeHHas nerouHas AMMeaHrnaKrasma 100 Cnyuan 98769 |CnunouepebennapHas atakcua tn 15/16 [80 Cnyuan
239  |[BonesHb Aurrse-Menbxuopa-Knaysena 100 Cnyuam 950  |AkpoausocTos [80 Cnyuam
238769 |[MukpoaeneumnoHHblit cuigpom 1q44 100 Cnyuan 79315 |D-2-rnAapoKcUriyTaposas aunaypua |8° Cnyyamn
2363 |Nlakp¥moaypUKONOAEHTOAUIMTaNbHDLIN cuHApPoM  |100 Cayuan 51188 [dtunmanoHosas sHuepanonatua 80 Cayuam
2342 |cunpapom Xauma-Mymka 100 Cnyuan 49827 CMHAPOM TMAMMH3aBMCMMO meranobnactHow 80 Cryuam
2222  [reHepanusoBaHHbIi BpOKAEHHDIN runepTpuxo3  |100 Cryuan aHemun
221008 |CuHapom PotmyHpa-TomcoHa tun 1 100 Cnyuam a9 AreHesnA n0/10B0ro YneHa 80 Cnyuau
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cnyyaes cnyyaes
382 AednumnT ryaHmgmHaueTat metunTpaHcpepasbl 80 Cnyuaun [AYyTOCOMHO-A0MUHAHTHaA MeHAenupytoLLas
3152 |Cknepocreos 80 Cnyuaun 319581 NpeapPacnoNoXXeHHOCTb K MUKOBaKTepUaibHbIM 68 Cnyuan
CMHAPOM HapyleHNUA perynaLMM MMMYHUTETa- 3a6oneBaHuAM BcneacTBMe YacTUyHoro aepuuuta
238569 [BocnanutenbHoro 3a6oseBaHMA KULLEYHUKA- 80 Cnyuamn IFN-ramma R1
apTpuTa-peunamBmpyoWnNX MHpEKL M 306669 |CMHApPOM remMnapKMHCOHU3Ma-reMmuaTpopun 68 Cnyyau
R - i 352328 |Cunppom MEGDEL 67 Chyyvamn
231401 Anbda-Tanaccemuma-mmenoancniacTuHecKui 80 Cnyuan AP y
cMHapom 2554 |CuHAppom yXxa-HaAKO/NEHHUKa-HU3KOro pocra 67 Cnyyaun
1935 PaHHAA MUOKNOHMYECKasn sHUedanonaTua |80 Cnyyan 2062 Mporpeccupyowmii HeMHGEKLMOHHDIW NepeaHui 67 Cryuam
1440 |CuHapom Konbuesoii xpomocombl 14 80 Cnyvaun cnoHAunoAaes
Taxenblii cMHAPOM Npo6aem BCKapMANBaHUA- 1993  |Cunapom Maii 67 Cnyyan
352577 [3apepxku pusmuyeckoro passutua-mmukpouedanum |77 Cayvam 160148 |Monunos c pubpuHOBOIA "LWIanoyKom 67 Cnyyaun
BCneacTBue HepgocratoyHoctn ASXL3 -
A A ¢ 3405 CMHAPOM U3BA3BNEHUA NYNOBUHbI-aTPE3UN 66 Cryuan
2396 9HUedaNOKPAHUHOKOXKHbI IMNOMaTo3 77 Cnyvaun KULIEeYHMKa
AYyTOCOMHO-AOMMWUHAHTHBI CUHAPOM YMCTBEHHOM 2268 |Cunppom ICF 66 Cnyyau
457193 |oTcTanocTU-4epenHo-NULEBbIX aHOMaNUi-NopoKos [76 Cnyyam 90354 |CMHAPOM XpYNKOi1 porosuubl 65 Cnyuau
cepAaua 51636 [CuHgpom WHIM 65 Cayuyamn
592564 GNAOl—reIa‘:Fd ddevelopmental delay-seizures- 75 Cayuan 2333 |[Cunpapom Kennu-Kadpdu 65 Cayuam
movement disorder spectrum 96184 CuHapom Temnna BCneacTBME MaTePUHCKOM 54 Crvuan
320406 CuHapom cnacmqecxo;: napanneruu-atpodum 75 Cnyuam loaHOpoaUTENnbCKOM Ancomun xpomocombl 14 v
3PUTENIbHOTO HEepBa-Henponarumn 55595 ITNP03-accoumnnpoBaHHas NOACHO-KOHEYHOCTHaA 54 Cryuan
238722 Cemeuublg BPOXAEHHbI CUHAPOM 3€PKaNbHbIX 75 Cayuan MbilueuHan auctpodus Tun D2 Y
ABVMKEHNUN 3242 |CuHppom PeHneHHUHra 64 Cnyyaun
209981 |[Cunapom IRIDA 75 Chyvaun AyTOCOMHO-peLeccuBHbIi cMHApOm
1393 |Uepe6pokocTomaHaUbYNAPHDIN CUHAPOM 75 Cnyvau 2990 IMHOYECTBEHHDIX NTEPUrNYMOB 64 Cnyuan
79230 [Femoxpomaros tun 2 74 Cnyyam 163 CMHAPOM HacneaCTBEHHOMW rmnepdeppuTMHEMUM- 64 C
|AndPpy3Haa napoHHO-NOAOLWBEHHAA KaTapaKTbl didies
659 Kepatoaepmus ¢ nepmopupuryeckumm 73 Chyyan CuHAPOM MeranaHuedanna-noTMMUKPOrUa-
KepaToTMYecKUMM 6asALIKaMM 83473 i 62 Cnyuan
p nocTakcmanbHoOM NonpakTuaun-ruapouedanus
622 FromouUcTUHYpUs 6e3 meTunmanoHoBou auuaypum|73 Cayyam 75392 |NepuoponTanbHbiii cunapom Inepca-Aatno 62 Cnyuam
760 HepocraTouHOCTb NypuHHYKAeosuadocdopunassl |72 Cayyan 69736 |flBycTOpOHHAA OCTPas AenvrmeHTaums pagyKkn |62 Cayuan
CemeiiHaa nepBUYHAA rMNOMarHMemms ¢ 1988  |Cunppom 6eppa-nnua 62 Cayuam
2196 [runepkanbuuypueit U HedpPOKaNbLIUHO3OM C 72 Cnyvamn (CUHAPOM YMCTBEHHO# OTCTa/OCTU-PEAKMX BONOC-
[raenbim nopakenunem rnas 3051 GpaxuaakTIann 61 Cayyan
1830 |MmmyHOKOCTHas gucnnasua Lumke 71 Chyuamn 2855  |Cunppom Neppo 61 Cnyuan
90280 |[XonopoBas BONMYAHKA 70 Chyvan 99803 |Cunapom Xapaaaa 60 Cyuam
79293 |CemeiiHan HegocTaTO4HOCTb LCAT 70 Chyvaun B
POXAEHHAA AN33PUTPONOITUYECKAA aHEMUA TUN
79257 |GM1 raHrnmosngos in 3 70 Cnyuam 98870 | 60 Cnyuan
65759 |CuHapom KapneHTepa 70 Cayuan 969 |Akpomuueckas gucnnasus 60 Cnyuamn
530983 |CuHgpom JIamba-LUadpdepa 70 Cnhyyan i
96092 CMHAPOM MHBEPTUPOBAHHON 60 Cryuam
404546 |DITRA 70 Cnyuau laynavkauuu/aeneunn 8p
CUHAPOM 3a/1e€PXKKU Pa3BUTUA-/IULLEBOTO AYTOCOMHO-peLeccMBHbIA CUHAPOM APAGNONA KOXKU
1 7
36989 lamcmopdusma scneacreue aepuuymra MED13L 0 Cayuan 90349 lrvn 1 60 Cnyuan
357043 |bokoBoii ammoTpoduruecKkuii cknepos tmn 4 70 Cnyvaun 83467 |Cungpom MopsaHa 60 Cnyuau
3310 |Tetrpacomusa 9p 70 Cnyuamn ButamuH B12-uyBcTBUTENbHAA METUIMANIOHOBasA
79310 60 Chyuan
32 Hep0CTaTOYHOCTb FYTaTMOH CUHTETa3bl 70 Chyvaun aunaemma Tun cblA
2701 HyHaH-NoA06HbI CUHAPOM C PbIX/IbIMU 70 Cnyuan 773 bonesHb Pedpcyma 60 Cnyuaun
@HareHoBbiMK BoJioCaMu 721 CuHApPOM cepbix Tpomb6oumnToB 60 Cnyyau
2484  |CuHapom Mentuka-Huanca 70 Cnyyan 708  |AHomanus Metepca 60 Cnyuam
2123  |And¢y3Hblit HeOHATaNbHbIM reMaHrMOMaTo3 70 Cnyvaun 677 MaHkpeaTtobnactoma 60 Cnyuau
2028 CUHAPOM I0BEHW/ILHOTO FTMaIMHOBOTO 70 Cnyuan 63455 [MapaHeonnacTuyeckan nysblpyaTtka 60 Cnyyau
dubpomarosa CHD3-related developmental delay-speech delay-
2006  |CpeavHHas paciwenuHa ry6bl/HuKHel Yentoctn |70 Cayyamn 599082 |intellectual disability-abnormalities of vision-facial |60 Cayuan
1442 |CuHppom Konbuesoii 18 Xpomocombl 70 Cnyyaun [dysmorphism syndrome
98975 25::’()ﬁ:)r|“:a:“unalcne,qc1'seHHaﬂ 3HAOTeNnaNbHaA 68 Cnyuan 52530 :CEBAO-6OI163:|b BunnebpaHga _ 60 Cnyuaun
468635 PUNTOreHHbIN vmynb'rudeaanbm A3BEHHO 60 Cnyuan
BporKAeHHaA runepniasna Kopbl HAANOYEYHUKOB cTeHO3MpPYlOWMIA SHTEPUT
90791 |BcneacTtBue HepocTaTouHOCTH 3-6eTa- 68 Cnyuau 451607 [Mcesgonnmopoma Koxm 60 Cnyyau
rmapokcucrteponaaerngporeHasol BICD2-accouumpoBaHHas ayTOCOMHO-
329284 BeTa-nponennepHbIii 6enok-accounmposaHHan 68 Cnyuam 363454 |paomuHaHTHas NPOKCUMMasbHaA CNMUHaNbHaA 60 Cnyuaun

HelipoaereHepauua

MblLlLIeYHanA anOd)Mﬂ C Ha4a/Z1IOM B AETCKOM
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:ospacni 398088 Ha;gﬁ:ﬂ':::;:n:guorup,pou,wroa C HOPManbHbIM |, Cnyuam
352490 |PACCTPONCTBO ayTUCTUUECKOTO CNeKTpa BCneAcTBMe | ) Cnyuam yp
lnepuumra AUTS2 2636 MNepBuYHaA ocTreogucnaacTUdecKan Kap/IMKOBOCTb 53 Cyuan
3411 CUHAPOM yABOEHUA MaTKU-reMUBaruHbl-noYe4yHom 50 Cavuan c Mukpouedanueit, Tunbi 1 1 3
areHe3un v 254516 |CuHnppom Temnna 53 Chyyau
300493 |CuHapom Carnukepa 60 Cnyyaun 251515 |AuctanbHblii apTporpunos tun 10 53 Chyyaun
2995 Ll,epe?pod:pomocbauuanbubm CMHApPOM 60 Cryuam 251282 AYyTOCOMHO-A0MUHAHTHAA CNAaCcTUYECKan aTakcusa 53 Cayuam
bapeiuepa-BuHrepa ftunl
2771 |CuHppom Bpyka 60 Cnyyaun 178509 |CuHapom MNeppu 53 Cnyyau
2462 |Cungpom LnpuHTueHa-Tonbabepra 60 Cnyuau 449566 |903uMHOPUABHBIN aHrMOLLEHTPUYEcKuii pubpos 52 Cnyyau
2221 Npuo6peTeHHbI rMNepTPMX03 NaHYrMHO3a 60 Cnyyaun 3473 Cunapom Liummepmana-/labaHpa 52 Chyyau
2067 |Cunppom FAMO 60 Cnyyaun 251671 |AHrnoueHTpuyeckan rnmoma 52 Chyyau
1667 |CuHapom YonKotra-PannucoHa 60 Cnyyaun 98767 |CnuHouepebennsapHas atakcua tun 11 51 Cnyyau
Hep0CTaTOMHOCTb KAPHUTUH-aLUAKAPHUTUH Cnektp DONSON-accouumnpoBaHHOM
159 60 Cnyuaun o
TpaHcnoKasbl 572761 |[mukpouedannn-HM3KopocnocTU-aHoManun 51 Cnyyau
158029 [BonesHb rMCTUOLUTOB LiBETA MOPCKOI BOJIHbI 60 Cnyuaun KOHeuHocTel
HeA0CTaTOYHOCTb KAPHUTUH NaIbMUTOUN IAYyTOCOMHO-A0MUHAHTHaA 6one3Hb Lapko-Mapu-
1 521414 51 Chyyau
>6 TpaHcdepazbl 1A 60 Crysan TyTa, TMn 2DD v
1515 |KpaHuosKToaepmanbHaa aucnnasus 60 Cnyuam 1766 |CuHapom AW33KBUANGPUYM 51 Cayyamn
139 CuHgpom CHILD 60 Cayuamn 99776 |Mo3saun4yHas Tpucomua 9 50 Cayyamn
1270 [Cungpom EOYBHa-KOHPaAM . 60 Cnyuamn 99731 ?;::;::::;F:‘:szfAOCTaTOHHOCTb 50 Cyuan
583097 :zz:me””bm HHOIETRHPYIOLA numomaTos 59 Cayuan MapoKcuamanbHas AUCKUHE3UA, BbI3BaHHAA
98811 N o ! 50 Cnyuam
3338 |Cunapom Topuenno-Kapu 59 Cny4aun busnyeckoii Harpyskoi
57196 |MeamanbHblii KOHACHCUPYIOLLMI OCTEUT KAloumubl |58 Cryyan 978  |CvHapom ADULT 50 Cnyuan
Cunapom 6nedapodumosa-ymcTBeHHOI Bone3Hb HAaKON/IEHUA F/IMKOreHa BcaeaCcTBue
293642 oTcTanoctu 58 Cnyuau 97234 lneduumta pocdornmuyeparmyrasbi 50 Cayuan
88644 |AyTocomHo-peLeccrBHas aTakcus, TMn boc 57 Cnyuan 96177 |CHAPOM KOAbLEBOIi XpOMOCoMbI 15 50 Cyuamn
93600 |MepBuyHan runepokcanypuma tun 3 50 Chyyamn
79327 ifg)lx.ﬂ;?oe Hapylierine maesnaposarn 57 Cayyan BuTpeopeTUHaNbHaA AereHepauua no Tuny
91496  CHEKMHKY 50 Chyuwamn
544254 :::S:::;:‘;ZL;M:;;:‘?::aﬂ SnunenTureckas 57 Cnyuau AYyTOCOMHO-A0MMWHAHTHBINM CUHAPOM APAGNO
90348 50 Chyyau
331176 AYyTOCOMHO-peLlecCUBHanA TAXKENanA BPOXKAEHHas 7 Cavuan KOXHK
HeliTponeHus BcreacTeMe HeaoCTaTouHOCTM G6PC3 v 90342  |BapnaHT NUrMeHTHOM Kcepogepmbl 50 Cnyyam
i i 9 [Terpacomua X 50 Cnyyau
90024 rnyxora c annavsueu nabupuHTa, MMKpOTUE N 56 Cryuam P comm Y
MUKpOAOHTHEN 871 CemeiiHblii Nporpeccupyioliee HapylueHue 50 Cryuam
46 Hep0CcTaTOMHOCTb aleHUIOCYKLIMHAT /INasbl 56 Chyuaun cepaeuHoii nposogumocTu
3206 |CuHapom Ctue-BuaemaHH 56 Cnyuamn 86816 |BpoxaeHHas aHanbbymuHemua 50 Chyyau
71 50/1e3Hb 3a4ePXKKU XUIOMUKPOHOB 55 Cnyuamn 868 HepocratouHocTb TprMosodocpar-usomepasbl 50 Chyyau
TRAF7-associated heart defect-digital anomalies- 85212 |bonesHb lowe y nnoaa 50 Cayyaun
592570 [facial dysmorphism-motor and speech delay 55 Cnyuaun 85136 KucrosHas neitkosaHuedanonatma 6e3 50 Cryuam
syndrome meransHuedanun
276435 CMHApO!\‘A No3AHEero NopaXKeHUA HUKHUX 55 Cnyuan 851 Paris-Trousseau thrombocytopenia 50 Chyuau
IMOTOHEUpPOHOB 808 CuHgpom Cekkens 50 Cnyyau
2556 is:(-:.lPOM MUKpOdTanbMa-IMHeRHbIX AedeKTos 55 Cayuan 79500 |Cunapom DOORS 50 Chyyamn
HacnepcrtBeHHaa myTUAMpYIOLLAA KepaToaepmus C
83628 |Cungpom LUMBAR 54 Cnyyaun 79395 uxTMosom 50 Cayuan
79320 BpoxkAaeHHOe HapyLueHWe rMUKO3UIMPoBaHUA 54 Cyuam 79256 |GM1 raHramosmngos tun 2 50 Cnyuau
ALG6-CDG 79147 CemeiiHbli peaKTUBHbI nepdopupylomin 50 Crvuan
57782 |Cungpom Masabpo 54 Cnyvaun KonnareHos /yua
464306 |CHAPOM DYRK1A-accouunpoBaHHoi yMCTBEHHO! |\ ydan 79143 |M3011poBaHHas BPOXAEHHAA aHOHNXMA 50 Cnyuan
oTCTanocTU 75382 |BonesHb Oryum 50 Cnyuam
314603 AYTOCOMHO-peLieccMBHan cnacTMyecKan atakcma ¢ 54 Cryuan 112 FeMonUTMUeCKas aHeMMs BCeacTBUe 50 Cavaan
neiikosHuedanonarmeit HepocTaTOuHOCTH rntoKodocaT-u3omepasbl Y
2833  |CMHAPOM YKECTKOM KOXKM 54 Cnyuam 585 MHoecTBeHHan cynbdaTasHan HegoCTaTouHOCTh |50 Cayuam
98806 |[MepBuuyHasa guctoHus, Tun DYT6 53 Chyuaun 574 MoHocomus 21 50 Cayuam
79099 WNHTepCTULMaNbHbIY FpaHyIeMaTo3HbIi epMaTuT ¢ 53 Cryuan 542310 NeiikoaHuedanonatia ¢ KanbumuduKaTamm u 50 Crvaan
apTpurom Kuctamm v
69126 CUHAPOM NUOreHHOTo apTPUTa-raHIPEHO3HOM 53 Cryuan 53540 |Cunpapom Fonbamana-daspe 50 Cayuan
nuoAepMUmn-akHe 494  |HacnepcrBeHHan myTMAMpylowan Kepatoma 50 Cayuamn
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‘ ORPHAKog ‘ ORPHAKogp, Ko;b;::&;:ao ‘ ORPHAKog, ORPHAKop, Kz‘;::t;?o
454710 |AHTM-p200 nembpuromns, 50 Cnyyau 1873  |Cunppom Oxkanunmn 49 Cnyyan
443197 X-cuenneHHan spuTponoaTMYecKan 50 Cayuam 544469 PRUNE1-accouunpoBaHHbIii HEBPOAOrMYECKUiA 48 Cryuam

nporonopdupusa cuHapom
404507 |[XoHapomuKconaHas ¢pubpoma 50 Cnyyau 404553 |Backynut Bcneacreue aedpuunra ADA2 48 Cnyuan
40 AKpomesomennyeckana gucnnasusa, Tun Maporo 50 Cnyyaun 391372 CMHAPOM YMCTBEHHO OTCTA/IOCTU-TANKENON 48 Cryuan
CneKTp MHOroo4arosoro ocTeosan3a-Hoaysnesa- [3afep>kKM peun-nerkoro gucmoppusma
371428 50 Cnyuaun
apTponatum 3447 |CuHppom Busepa 48 Cnyvan
352636 [PanaHrosblit MMKpOreoau4eckuii CMHAPOM 50 Cnyuau 2897  |NMutMpmas KpacHblil BONOCAHOU 48 Chyuam
33111 |FpaHynemaro3Has apabnas Koxka 50 Cnyuamn 989 CUHAPOM rMNOrN0CCUU-TUNOAAKTUANMU 47 Chyuvaun
CuHapom pacwenuHbl ry6bl/Heba- MoOTOpPHO-CEHCOpHaA HeilipoHoNaThsA ¢
3253 SKTOAEepManbHOM Aucnnasum 50 Cryyan 85162 NepBOHa4Ya/bHbIM NOpPaXXeHWEM MbILUL, NLA 47 Cnyuam
3231 |CuHApPOM rnyxoTbl-oHMXoAUCTpodpum 50 Cnyyau 565909 KanbnauH-3-accoummpoBaHHan NOACHO- 47 Cavuan
3130 |CuHapom CaToiiowmn 50 Cnyvaun KOHEYHOCTHasA MbllleyHan AcTpopus v
3111 [Cungpom Potopa 50 Cnyuam 357008 reMONUTUKO-YpeMUUYecKnii cuHApPOM ¢ aeduuutom 47 Cryuam
300512 |OHuxomaTpukoma 50 Cayyamn DGKE
29822 |CnoHTaHHas nepuoguyecKan rmnotTepmus 50 Cnyuam 216828 |HecosepuleHHbI ocTeoreHes Tun 5 47 Cnyyau
284448 |CLIPPERS-cuHapom 50 Cnyuan 1509 CMHAPOM nopaxeHna Tazo6epeHHbIX CYCTaBoB, 47 Cryuam
2805 [|YacTuuyHas areHe3wus NOAXKeNy[04HOM XKenesbl 50 Cnyuaun CTON, HAaAKONEHHNKOB
2801 [lOBeHunbHan 6onesHb Mepkerta 50 Cayuaun 1414  |Cunapom xonecrasa-umenembl 47 Cnydau
262941 YacTuuHaa aynavKauma AMHHOTO nieya 50 C 97297 _ [Cvnapom BopuHra-Onvua 46 Cydan
xpomocombt 14 Nydamn 798  |Cungpom LUnHuens-fmaeona 46 Cnyuan
2461 |Cunppom MappeHa-Yokepa 50 Cayuam 319646 BpoXxAeHHOe HapyLlueHue rMUKO3MAUPOBaHUA 46 Cnyuam
PGM1-CDG
2407 |CuHppom LOC 50 Cnyyaun
221046 |Moiikunoaepmus c HeiiTponeHueil 50 Ciyuam 250994 |MukpoaynamMKaunoHHbIi cuiapom 1g21.1 46 Cnyvan
217385 |MuKpoAynAuKaumMoHHbIW cuHapom 17p13.3 50 Chyvau 99749 |CvHapom Koctmaka — 45 Cnyuaun
2143 |Cunpapom AoHHa-bappoy 50 Cayuan 86788 |X-cuenneHHasn TAXenan BPOXKAEHHaA HeiTponeHuna|45 Cnyyan
2136 |CuHapom XeHHekama 50 Cayuan 53721 CNUHANbHbIW apTepPUOBEHO3HbIN MeTaMepHblii 45 Cryuan
208513 [CnuHouepebennsapHana atakcua Tun 29 50 Chyyan CMHAPOM
284984 |CuHApOM aHeBpPU3MbI-OCTEOapTPO3a 45 Chyuaun
2078 OcTeogucnaacTuyeckan repogepmus 50 Chyuyan
279947 |CuHApOM NOCTOPrasmmuyecKoro HefoOMoraHusa 45 Cnyvan
206583 |bosne3Hb NONUINIOKO3aHOBbIX Te/eL, B3POC/bIX 50 Cnyyaun -
1902 [Dpauxuos 50 Cnyyaun 254875 f:::)‘:‘:;:rq‘:‘::::::::::TOXOHAPMMI’HOM AHK, 45 Chyuaum
171929 |Tpucomua 10 50 Cnyvau
P P — Y [AncTpodua Konbouek co cBEpPXHOPMaNbHOWM
165 BoNe3Hb HAKOMAEHUA HeUTPaNbHbIX IMNUA0B 50 Cnyuamn 209932 beakuveii nanovek 45 Cnyuamn
1573 ;z::;z;);?ﬁc IOBEHNNBHON MaKY/IAPHON 50 Chyuau 1955 |CnuHouepebennsapHas atakcua, Tun 34 45 Cnyyan
HeByc nopoKepaToTUYECKUIA SKKPUHHDI
OcTeoxoHApPOAMCNNA3MA C TMNEPTPUXO30OM , TUN 166286 v P . P P - 45 Chyuaum
1517 KamTy 50 Chyuan l0CTUaNbHBbIN U AepMaIbHO NPOTOKOBbIU
[AyTOCOMHO-A0MUHaHTHaA 6one3Hb LLlapko-Mapu-
1493 CuHgpom Buun 50 Cnyuaun 99938 T:Ta ™mn ZDA P P 44 Cnyuaun
1444 |CuHApOM KoNbLEeBOW Xpomocombi 20 50 Chyuaun : CeMEiDIE MHOMECTECHHDIE AMCROMGHDIE "
1425 |Cunapom [s6iokya 50 Cnyuam 538756 buBpombI Cnyuyan
137888 cA:::;z:ﬂo-KOHAMnﬂprm (mbienkosbiii) 50 Cnyyamn 221126 |Backynonatua ®aynepa 44 Cnyyan
Ce6opeitHonoA06HbI AepmaTUT C
127  |Cunapom BepbecoHa - dopcmaHa - JlemaHa 50 Chyuam 168606 COPMA3HbOPMHBIMH ANEMEHTAMM 44 Cnyyan
1253 CuHpapom Awepa 50 Cnyuam 70594 AOPA-3aBUCMMAn AUCTOHUA BCeACTBUE 43 Cavuan
1125 |Okyno-motopHas anpakcus, Tvn KoraHa 50 Cnyuam HeAOCTAaTOUHOCTM CennanTepUHPEayKTasbI ny4a
1118 CuHApOM anna3ua manobepLoBoit KocTu- 50 Cryuan 2470  [cunppom Matbio-Byaa 43 Cnyuan
SKTPOAAKTUNNN 2301 [BpoxzaeHHbIi CUHAPOM KOPOTKOM KMLIKK 43 Cnyuan
101150 Azz:;:"::wpe“ec‘“"“a” AOPA-zaBUCcUMan 50 Coyuam 77301 |Monocomus 9q22.3 42 Cnyuan
A - 352629 |MukpoaeneunoHHbI cuHapom 16g24.1 42 Cnyyan
100012 |/luccaHuedanua c runonnasment mosxkeuka tun B |50 Cayyau 1621 MMKpOAENEUMOHHDIA cuRApom 3913 42 Cyuan
MmmyHoaepuunt Bcnep,cmu“e HeAocTaTouHOCTH 398156 |OKynoaypuKynoppoHTOHa3aAbHbIA CUHAPOM 41 Chyuvaun
70592  |kKuHa3sbi-4, aCCOLMMPOBAHHOI C peLenTopom 49 Cnhyuaun HaChGRCTBeHNAT BRPOREPaTOTIECHAR
WHTepnelikMHa-1 2907 noﬁxuﬁo,qepmm pokep: 41 Chyuam
65283 |C om TUMo 49 Cnyua
CMHAPOM a::n ™ S erOro abcuecca Jyeam 254351 |CuHApPOM AuUCTanbHOM MUKpogeneuun 7q11.23 41 Cnyuan
WH M acenTmyecKor 3 > "
54251 qucAT’;meanoro K KOPTMKOC'II-".epOVIAaM 49 Cnhyuam 1052 |CMHApOM MO3auyHOM NecTpoi aHeynaouanm 41 Chyuam
99844 |HepocTtaTouHOCTb agresum nekouuntos tin il 40 Chyuaun
MeHaenupyiowwan NpeApacnooXKeHHOCTb K 96148 o 10 C
319558 |muKo6aKTepuanbHbIM 3a6onesaHuaAmM Bcneactsue |49 Cryuan fincranbhan monocomua 10q Nyuaun
nontoro geduuura IL12B 96102 |AucranbHaa Tpucomus 10q 40 Cnyuamn
255229 [Heiiporenatonatus Hasaxo 49 Cnyuan 95159 |lenatoaputponoaTuyeckaa nopdupus 40 Cnyuan
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KONM4yecTso KOIM4eCTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
90652 |OTonanatoAUrUTanbHbIA CMHAPOM TUN 2 40 Cnhyuam 458758 |KomnosuTtHas remaHrmosaHgoTeanoma 39 Cnyuau
90350 AYTOCOMHO-PeLLeCcCUMBHbIN CMHAPOM APAGNONA KOXKY 40 Cryuam 391677 CMHAPOM HM3KOTO POCTa-ONTUYECKO aTpodpun- 39 Cryuam
TMn 2 aHomanum Menrep-Xoioat
859 Aeduuunt TpaHckobanamuHa 40 Cnhyuam 317473 |NaHuuTOneHusa BcnepcTBue mytaumum B reHe IKZF1 |39 Cayuam
79134 |Cunpgpom DEND 40 Cnyvan 99852 |CuHapom ocTpoBa PeloHbOH 38 Cnyyau
79 BpoxaeHHbll aepuunt ?2-aHTunnasmuHa 40 Cnyvamn 91 HepocratouHOoCTb apomatasbl 38 Cnyuau
52022 [CuHpapom MoToukoro-LWaddpepa 40 Cnhyuam 69085 |CMHAPOM KOHEYHOCTU-MOJIOYHOW Kenesbl 38 Cnyuau
500163 ZLtfgzzjzuuuposaHHblu CUHAPOM YMCTBEHHOM 40 Cryuam 55654 zpocmu rz:g:;uxos — . 38 Cnyyau
MHAPOM -accouMMpPOBaHHOW X-cLuenneHHo i
438117 |CuHppom Ctuna 40 Cnhyuam 485350 ymcTBeHHOM oTcTanoctu 38 Cryuan
411777 |leHepanu3oBaHHaA 3pynTMBHaA KepaTtoakaHToma |40 Cayyvam 457260 X-cuenneHHbI CUHAPOM YMCTBEHHOM OTCTaNIOCTH- 38 Cnyuan
- i rMNOTOHUU-ABUraTENbHbIX HAPYLUEHWUIA
324977 MpoTteacom accouuugosauubm 40 Cryuam A r py!
ayToBOCNanUTENbHbIN CMHAPOM 36 IAKpOKannesHblii cMHAPOM 38 Cnyyau
314422 |AmenobnactHas KapuMHoma 40 Cnyvamn 314621 [YpBoeHue runodusa 38 Cnyuau
2971 HepocTaTouHOCTb NEPOKCMCOManbHOM aumnn-KoA- 40 Cryuam 209867 AyTOC?MHO-AOMMHaHTHaﬂ permartoreHHas 38 Cryuam
oKkcnpasbl oTcnoiika ceTyaTku
2962 Cunapom [le bapcu 40 Chyuvamn 171629 IAYTOCOMHO-A0MMWHAHTHAA cnacTuyecKasn 38 Cryuam
BpoXAeHHan peTUKYAApHaa UXTMO3MPOPMHasn napannerus tun 35
281190 40 Cnyuamn ”
sputpoaepmus 1647 OKynouepebpoKyTaHHbIN CUHAPOM 38 Chyuamn
280785 2ynne3Hb|i'1 Andoy3HbIi KO)KHbIEi Mactou.mos 40 Cnyyaun 163696 E:uz,‘?;n:onl:\:::::“ouyca AeicTBUA-NOYEeYHOM 38 Cryuan
280651 KPO/M30CTO3 C MHOXKECTBEHHO YCTOMUNBOCTBIO K| ) o Cryvan A _
ropmoHam 06334 CuHapom Karamu-Orata BcneacTeme OTLLOBCKOM 37 Coyuam
263534 |CMHApPOM aKpaNbHOrO LENYLIEHUA KOXU 40 Cnyvamn loaHOpOAUTENbCKOW ANCOMUM XPOMOCOMbI 14
" = = n = =
257 Mpocroi 6y£ll1e3HbIM aNMAEPMOANS C MblleuHol |, ) Cryvan 79406 OfPaHtﬁHblM GYMGBHH:' anuaepmonus c 37 Cryuam
lamcTpoduein nospHei maHugecraumein
2457 |MangubynoakpanbHasa gucnnasma 40 Cnyuan 596753 |VEXAS syndrome 37 Cnyyan
24 |¢ymaposaﬂ aunaypusa 40 Cnyuan 494428 ManonaTuyeckuii N1esBponapeHXMmMaTosHbli 37 Coyuam
228384 |[MukpogeneumoHHblit cuigpom 5q14.3 40 Cnyuamn bubposnacros
- - 493342 |Bu6paumoHHan KpanuBHULA 37 Chyyau
2273 CUHAPOM GONNMKYNAPHOTO UXTUO3A-aNnoneLun 40 Cryuam
cBeT060A3HU 391417 |[HSD10 37 Cayyamn
217008 [CuHapom BokeHxelimepa 40 Cnyuamn 3455 CuHapom BuagemaHH-PayTteHwTpayx 37 Chyyamn
R i N30n1MpoBaHHanA HeA0CTaTOYHOCTb CyKunHaT-KoQ
210548 CuHApOM MUKpouedannn-ymcTBeHHOM 40 Cryuam 3208 p A YKL 37 Cayuan
oTcTanocTu-aytusma peayKrasbl
- DYNC1H1-accounmpoBaHHan ayTOCOMHO-
210122 BpokaeHHan anbBeoNApPHO-KanuAnapHas 40 Cryuam uumnp Y
[avcnnasua AOMMWHaAHTHAA NPOKCMManbHaA CNMHANbHaA
209341 37 Chyuan
1923 |Mertumasonosas amb6puoderonaTma 40 Cnyuamn MbllweyHan aTpodus ¢ ae6loTom B AeTcKom
N = Bo3pacrte
183678 CuHapom MepmaHcKkoro-Nyanaka, 06ycnoBneHHbI 40 Cryuan n -
HeA0CTaTouHOCTbio AP-3 100044 [FYTOCOMHO-AOMMHAHTHaA NPOMeEsKyYTOUHas 37 Cayuam
NetanbHas octeocknepoTueckan gucnnasms ponesHb Lapko-Mapu-Tyra Tun B
1832 [ creit 40 Cnyuau 98955 [PnurenvnanbHas guctpodus porosuubl inwa 36 Cnyuam
AYTOCOMHO-A,OMWHAHTHAsA TMNOFMAPOTUYECKAR 98908 |Mwuonatua c HakonneHMem HeWTpanbHbIX MNnAos |36 Cayyan
1810 SKTOAEepmanbHas aucnnasua 40 Cnyuan 300573 |Nonumukpornpua scnepcremne 8 reHe TUBB2B 36 Chyyau
1745 |[ucranbhan Tpucomma 6p 40 Cnyuan 289478 Cuufpom raHrpeHo3HOW NMoAEepPMUUN-aKHe- 36 Cryuam
1742  [Tpucomwus 5p 40 Cnyuamn rHoWHoro ruapapeHuTa
1699 [Tpucomus 12p 40 Cnyuan 1855 |CnoHagunosHxoHApoaucnnasna 36 Cnyuam
Mepudepuyeckan AeMnenMHU3UpPYIOLLanA 168583 HacnepcreenHbiii AeTckuii uMppos 36 Cnyuan
HeiiponaTuA-LeHTpanbHan AUCMUEAUHU3NPYIOLWan CeBepoamepuKaHCKux nHaenues
163746 o 40 Cnyuamn
neitkoaunctpoduma-cuHapom BaapaeHbypra- lo6pokauecTBeHHaA MnageHYeckan poKanbHas
60ne3Hb MNMpwnpyHra 166308 [pnunencua co cnaitkamu u BOAHaMK B 36 Chyuaun
lagoHHO-NOAOWIBEHHAA KepaTogepmMma, TUN LL€HTPaNbHbIX OTAENaX
140966 Harawumb! 40 Cnyuau 1532 CuHapom Nomeca-J/leneca-dpHaHpeca 36 Chyuyamn
Cunapom BpO)KAEI:HOM KaTapaKTbi- 101000 [AyTOCOMHO-peLeccMBHan cnactuyeckas 36 Cryuam
1369 |rMnepTpoduueckoit kKapguommonaTum- 40 Cnhyuam napannerusa tun 20
MUTOXOHAPUANBHOI MUONaTUK 98773 |[CnuHouepebennapHan atakcua tun 21 35 Chyuan
1225 |CuHapom Eafnepa-reponbp,a _ 40 Cnyuan 970 Hafne,QCTBeHHaﬂ CEeHCOpHO-BereTaTuBHas 35 Cnyuan
1023 Bpo>KAeHHbI reHepann3oBaHHbI TMNEePTPUXos3, 40 Crvuau HeWponarus Tun 2
Tun Ambpaca v 96125 |AucranbHas moHocomuAa 6p 35 Cnyuau
CuHApOM paHHelt nporpeccupyloweit auddysHon 589905 PHIP-related behavioral problems-intellectual 35 Cavuan
496641 |aTpodun ronoBHoro mosra-mukpouedanun- 39 Cnyuau disability-obesity-dysmorphic features syndrome Y
.Mbll-l-le'-lH0l7l cnabocTu-aTpodum 3puTenbHOro Hepsa 566231 [VcTOMYMBOCTb K FOPMOHY LLIUTOBUAHOWM Xenesbl 35 Cnyuau
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
BC/eACTBME MyTaLK B reHe anbda-peuentopa 35664 |ALDH18A1-accouumpoBaHHbIii cuHapom e bapcu |32 Cayyamn
ropmMOHa LUTOBUAHOM }Kenesbl Kom6uHUpoBaHHbI aedeKT okucauTennHoro
CUHAPOM YMCTBEHHOI OTCTaNOCTU BCaeacTBUE 324535 [bochopunmposanma tun 11 32 Cysan
464311 - 35 Chyuau
ToueuyHoit myTauum B reHe DYRK1A 3163 [SHORT cuHapom 32 Cayuau
446 HeoHaTanbHbIii remoxpomaros 35 Cayuan 314373 XpoHuueckasn auapes y MnageHues BCreacTeme 32 Cryuam
443073 |bonesHb LWapko-Mapu-TyTa TMn 25 35 Chyvaun NoBbILWEHHOI aKTMBHOCTU ryaHUnaTumKAasbl 2C v
3416 |[FeHepann3oBaHHbIN KOPTUKaNbHbIN rMNEpocTo3 35 Chyvaun 293843 |Cungpom 3MK 32 Cnyyau
3275 |CnoHaunokapnoTap3anbHblii CUHOCTO3 35 Chyuaun OcTpas mnapeH4Yeckan neyeHoYHas
X-cuenneHHas saHAOTeNnanbHaA AucTpodpus 217371 |[HepOCTAaTOYHOCTb BCAEACTBUE HapyweHUA cuHTe3a |32 Cayuaum
293621 poroBHLpl 35 Cyuamn 6enkos, koaupyembix MTAHK
2777 |OcTeoMe30NUKHO3 35 Cnyuan 141096 |fo6aso4Han HO3APA 32 Cnyyan
2117 CuHppom Xaptchunga 35 Cayuau MeHaenupylowian npeapacnosoXKeHHOCTb K
2040 |BposkaeHHbIN pecnnupaTopHo-6unmMapHbiii cauLy 35 Cnyuan 99898 |muKo6aKTepuanbHbim 3a6onesaHuam scneactsue |31 Cayyamn
198  [cungpom 3aTtbinouHoro pora 35 Cnyuamn nonHoro Aeguumra IFN-ramma R1
1437 CuHApOM KonbLeBo# xpomocombl 1 35 Cyuam 96173 |CMHAPOM KONbLLEBO XPOMOCOMbI 9 31 Chyyau
N CkanynonepoHeasnibHaA CNMHA/NbHAA MbllLeYHaA
101001 AYyTOCOMHO-peLLecCUBHanA cnacTMyeckas 35 Cryuam 431255 arpodms 31 Cayyamn
napannerua tun 21
N BpOXKAEHHbI 3pO3UBHBIA U BE3UKYNAPHDbINA
100045 AYyTOCOMHO-A0OMMWHAHTHAA NPOMEXKYTOUHAA 35 Cryuam 231573 epmaros 31 Cayyamn
6onesHb Lapko-Mapu-TyTa Tun C
100024 |[BonesHb TAMKeNbIX Lenei-mio 35 Cayuaun 1747 |Mosaununas tpucomus 7 31 Cnyuan
943 MasnoHoBas auuaypus 34 Cayuan 1711 MosaunuHasa Tpucomma 17 31 Cnyuaun
IAYyTOCOMHO-peLLecCUBHaAn aTakcua BCaeacTeue
CUHAPOM KOPOTKUX pebep-nonnaaktunnm, Tun
93269 Maesckoro 34 Chy4an 139485 nepuunta ybuxuHoHa 31 Cysan
BAGALT7-accoLnnpoBaHHbIii 99944 IAYyTOCOMHO-A0MUHAHTHaA 6one3Hb Lapko-Mapu- 30 Cryuam
75496 |cnoHAMNOAUCNNACTUYECKUIA CUHAPOM Dnepca- 34 Chyuaun TyTa TMn 2K
Nanno 98970 |Kpanuataa auctpodpus porosuubl 30 Chyuamn
398097 |HeoHaTtanbHblli aHTUdOCHOAMNMAHDBIN cuHapom |34 Cayyamn 98764 |CnunouepebennspHas atakcua tnn 27 30 Cayuam
363528 [CMHAPOM yMCTBEHHO OTCTaNOCTU-KOCOrNasus 34 Cnyuamn 957 AkponekToposepTe6pantHas gucnasua 30 Cyyam
353284 CuHapom Py6uHwWTeiiHa-Teiibu BcneacTame aac 94065 |MwukpoaeneunoHHbi cuiapom 1524 30 Cayuamn
rannoHepocratoyHoctu EP300 ydamn 93940 |lapuHrotpaxeoasodareanbHan pacwennHa tun 3 |30 Cayyamn
- - BpoxAeHHan cnoHaunoanumetadpusapHas
2953 CuHapom 3nepfa JlaHNno, MmbileYyHO 34 Coyuam 93346 POXA Al dusap 30 Cayuan
KOHTPaKTYPHbI TUN lAncnnasus, Tun CtpagBuKa
2874  |NurmeHTOKEepaTOTUUECKUI pakomaTo3 34 Cnyuan 03315 CnoHannometadusapHaa gucnnasua, Tun 30 Cyuam
1620 |AmucranbHasa moHocomuma 3p 34 Cnyuamn 'yrnosoro nepenoma’
561 Cunapom Mapwanna-Cmuta 33 Cayuam 91481 |KonbuesnaHbIV AepMouns PorosuLbl 30 Cnyuam
CMHAPOM NOPOKOB Pa3BUTMA MO3ra-HapyLIEHUs 91396 |M30nupoBaHHbIN KpunTodTaNIbM 30 Cnyuamn
500150 |onopHoO-ABUraTenbHOro annapara-MLeBoro 33 Cayuaun 90045 HacnepcteeHHas manbabcopbuua ponunesoit 30 Cryuam
lancmopdusma-ymcreeHHoM oTcranoctu KWUCNOTbI
488280 |Cunppom aynavkauum 14q32 33 Chyuaun 88924 AYTOCOMHO-A0MUHAHTHaA NOIMKUCTO3HaA 60n1e3Hb 30 Coyuan
447977 MNporpeccupyiowan NONaTouHo-Neve- a3 c noyek Tuna 1 ¢ Ty6epo3HbIM CKAepo3om
nepoHeasibHas guUCTanbHas MMONAaTUA nyuau 85278 |Cunppom KpuctnaHcoHa 30 Cnyuaun
3322 |Cunppom Xoiiepaana-3peiigapccona 33 Cnyuamn 85277 X-cuenneHHaa ymcTBEHHaA OTCTaNoCTb, TUN 30 Cryuan
329457 |AuctanbHbiii apTporpunos Tvn 5D 33 Cnyuamn KaHTtarpens
3102 |CuHgpom Puuuepu Kocta-Nepenpbi 33 Cayuamn 85202 |CvHapom Keiitens 30 Cayuam
300373 [X-cuenneHHbI aKPOruraHTUsm 33 Chyuaun 85164 CMHAPOM KaMNTOAAKTUNMMN-BbICOKOPOCNOCTU- 30 Cryuan
CuHapom anuchYHKLUMN ypeTpanbHOro chuHKTepa CKONIMO3a-Tyroyxoctu
2795 daynepa 33 Cnyuan 79456 |AnddysHbiii KoxHbI MacTouMTO3 30 Cayuam
2783 |AyTOCOMHO-AOMMHAHTHbIN OCcTEONeTPos, Tvn 1 33 Cnyuamn 79411 TPaH3NTOPHBIi 6yanesHbI Aepmonns 30 Cayuan
HOBOPOXAEHHbIX
2406 CMHAPOM 3anepToro YenoBeKa 33 Cayuan
225123 |Femoxpomaros tun 3 33 Chyuam 79292 |[BonesHb «pbibbUX rnas» 30 Chyuau
2170 |Oeduumnt metunkobanamuHa, Tmn cblG 33 Cnyyaun 79157 HepoctarouHoctb 2-metunbyTupnn-KoA- 30 Cayuam
1681 |Ounposon 33 Chyuaun 5 ACTVAPOTeHasbl oc
1388 Cunapom Katena-MaHuke 33 Chyvau 79155 JTMAPOOKCUKNHYPEHUHYPUA lyuan
123 CuHapom BbopHWTaAA, 33 Chyvau 77298 CUHAPOM aHOGTaNLMMUM/MUKPOGTNLMMM- 30 Chyvau
aTpesuu nuwesoaa
HepocTaTouHOCTb CyKUMHUA-KOA:3-KETOKMCNOTbI-
832 KoA-TpaHchepasbl 32 Chyvau Bone3Hb HAKONIEHUA IMUKOreHa BcneacTeue
715 He4,0CTaTOYHOCTU MbILLEYHOMW KMHa3bl 30 Cnyuaun
67039 |CermeHTapHasA og4OHTOMaKcunnapHaa aucnaasmua |32 Cayvam bocpopunasbl
572768 |CuHApOM MUKpouedanun-muKpomenum 32 Cnyvaun =
66628 OKupeHue BcneAcTBUE BPOXKAEHHOMN 30 Cryuam
458763 |PetudopmHan remaHrMoaHA0TEAMOMA 32 Cayuan HeA0CTaTOUHOCTM NenTUHa
412217 |CuHApPOM AUCTOHUUN-aPOHUMU 32 Chyvau
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cnyyaes cnyyaes
497623 C120RF65-accouMmMpoBaHHblii KOMBMHUPOBaHHbIM 30 Coyuam 3255 |Cungpom ®uannnu _ 29 Cnyyau
[BedeKT okncauTenbHoro ochopuamposaHua 2753 |OpodaumogurutanbHbiii CMHAPOM, TMN 4 29 Cnyyau
477650 |du6pobnacTHbI peBMaTU3M 30 Cayuau 2460 |Cungpom BaH geH dnge-TynTa 29 Cnyyan
n =
458768 |NepBUuHan MHTpanumdaTnueckas 30 Cryuan 139444 neuxoaH5e¢anona"r'Mﬂ C AABYCTOPOHHUMM KUCTaMMU 29 Cnyuan
QHrMosHgoTennoma nepegHeli BUCOYHOM A0NMN
CUHAPOM YMCTBEHHOIA OTCTanocTu-rpy6oro anua- 1186 |MnapeHueckas cnuHouepebennapHas aTakcus 29 Cnyyan
397709 30 Chyuaun
makpouepanun-runoTpodun mosxeuka 99812 |Cunapom LIGA 28 Cayuan
35705 HelipomeTabonmueckoe paccTpoiicTeo BCeacTBME 30 Cryuam 85173 |cunapom IMAGe 28 Cayuam
AeduymTa ceputa 79124 |CMMAPOM BEHOOKKIOSMOHHOM Goneshm nevenn- |, o Cayuan
34592 MMMyHOAed)I;:l::TI BcneacTeue aedekTHon 30 Cryuam MmyHoAebULMTa
PKenpecchm Knacca 521258 [MukpoaynankaumoHHbiii cuiapom Xq25 28 Cnyuam
3352 [Tpux0-AeHTO-KOCTHBIA cMHApOM 30 Cnyqan 50814 [KpaHuonenTurynocytypanbHan aucnnasus 28 Cnyuamn
3266 |[Mneye-nyye-noKTeBO CUHOCTO3 30 Cnyyaun 268631 MepBuuHan KapAMKOBOCTb BCAEACTBME 28 Cvaam
3258  |Cunapom YeHaHu-/leHua 30 Cnyuam HepoctatouHoctn RTTN ¢ mukpouedanueii Y
3005 _[bonesHb naiin 30 Cnyuau 457077 |Cunppom TAFRO 28 Cayuam
29 MeBanoHoBas aunaypus 30 Cayuan 398069 MAGELZ-ElCCOLl,MMpOBaHHbIﬁ Mpagep-Bunnn- 28 Cayuam
2849 |CuHppom MepnmaHa 30 Chyuaun Noao6HbIN cMHAPOM
2834  [CMHAPOM MOPLYMHUCTON KOXKU 30 Cayyamn CemeliHblii aNU30AMYECKMii 6ONEBOI CUHAPOM C
2763 |OcTeoKpaHMOCTEHO3 30 Chyvau 391392 |npeumyliecTBEHHbIM NOPAXKEHUEM HUKHUX 28 Cnyyau
AyToummyHHaa aumoonponndepatusHan 6onesHb) KOHeuHocTel
275523 30 C
AnaHuaHu nyuau 3459 CuHapom BunbcoHa-TepHepa 28 Chyuamn
2746 |Oncucmopmucnnasusa 30 Chyvau 34528 IAYTOCOMHO-AO0OMMUHaHTHaA I'IepBMHHiSl 28 Cnyuan
2733 Omopgucnnasua 30 Cnyqau runomarHmemua Cc runokanbuunypumen
N i A - X
2728 CuHapom 6ne¢apo¢umo3a YMCTBEHHOM 30 Cnyuan 329466 YTOCOMHO-A0OMUHAHTHaA pOKaNbHAA AUCTOHUA 28 Coyuan
oTcranoctu, Tun Oxao [Tun DYT25
2721 (O0HTO-OHUXO-AEepPMaibHaA AUCNAA3UA 30 Chyuaun 314022 AneHOKapLUMHOMA KenlyAaKa U NPOKCUMANbHbIV 28 Cnyuam
246 MocTakcnanbHbIv akpodaLmanbHbiii 41U30CTO3 30 Cnyuamn NOANUNO3 XenyaKa
2399 CuHapom Hazonanbne6panbHOM AMNOMBI- 20 c 276193 |[CnuHouepebennspHana atakcua Tmn 35 28 Chyuamn
KONo60MblI Nyuaun IAYyTOCOMHO-A0MUHAHTHaA 6one3Hb Lapko-Mapu-
228174 28 Cnyuau
238446 |MukpoAynauKaumoHHbIii cuHapom 15q11q13 30 Cnyuan TyTa Tn 2N
228415 |MuKpoAynaMKauMOHHBbIA cuHapom 535 30 Cnyuam 2220 |'unepTpuxo03 NoKTei 28 Cnyuam
228236 [/IMHeiiHbll o4arosbIii 31acT03 30 Cnyuamn 163681 CMHAPOM KOPTUKaNbHOW ANUCNNA3UU-POKabHOM 28 Cryuam
228116 |CuHapom Xbto3a-CroBuHa 30 Chyuan pnuaencum
N AncTanbHan cnMHaNbHAA MbilieYHasa aTpodua Tun
220295 KOMnnveKC NUrMeHTHaA Kcepoaepma-cUHAPOM 30 Cryuam 139547 A 28 Cnyuamn
KokKeliHa
209943 |Cunapom IRVAN 30 Cryuan 966 CMHAPOM rMNepPTPUX03a-aKPOMErasionAHbIX YepT 27 Cayuan
209370 TAXkenaa HeoHaTanbHaA sHUedanonaTma ¢ 30 Cavuan mua —
MuKpouedanveit Yy 96078 |MuKpoAynAMKALMOHHbBIA cuHapom 16p13.3 27 Cnyyaun
2063 CUHAPOM CNNEHOTOHAAHOIO CANAHUA-AedeKToB 30 Crvuan CuHapom C"°"""”"°3"“Mem¢"‘°‘af"°" .
KOHEUYHOCTEl-MUKPOrHaTUN Y 93358 |aMcnnasMmU-KOPOTKUX KOHEYHOCTE-aHOMaNbHOK |27 Cnyyan
2036 |CuHApOM CKa/sbna-yxa-cocKa 30 Chyuaun Kaneumukaynu
592574 |Menke-Hennekam syndrome 27 Cnyuau
178345 |[CuHApom u36bITKA apomaTasbl 30 Chyuaun
586130 [Sporadic fatal insomnia 27 Cnyuau
1752 [Tpncomma 8q 30 Chyvau —
466 [datanbHan cemeitHan 6eccoHHULA 27 Cnyvau
1662 PecTpUKTUBHAA AepmonaTtua 30 Chyuan m - -~ -
1596 |OucranbHasa moHocomuAa 15q 30 Cnyvaun 329235 “CLENNEHHEIM LEHTPANBHBIM BROKACHHBI 27 Cnyvaun
rMnoTMpeos ¢ NO3AHUM yBeIMYeHMeM AnYeK
1545 |CuHapom KpucnoHu 30 Chyuaun "
319635 |OMCXPOMHDI aMUNOUA03 KOXKU 27 Chyuan
1525 |KpaHuo-octeoaptponaTtus 30 Chyvau
127 o 30 C HacnepcrseHHas auddysHan
'rocnoHp,unom:eraanud)usapuaﬂ Aucnnasna Nlyuan 313808 |neitkoaHuedanonaTMa c akCoHaNbHbIMU 27 Cnyyau
141163 [A3bI4HO-HEBHbIW aHKWNO3 30 Chyuaun (cbepoMaamm u NUrMeHTUPOBaHHOI Famel
140933 [Nuneitnas atpopopepmus Mynexa 30 Cyuan 280133 |Oeduumt komnoHeHTa KomnaemenTa 3 27 Cayuamn
139552 p'"fTam’"a" HacneACTBeHHAA MoTopHaA 30 Cnyuaun 2623 Feneopusmnyeckan aucnnasmsa 27 Cnyyaun
Hediponatua, Tun [hkepaw 261250 |MukpoaeneuUoHHbI cuHapom 16924.3 27 Cnyyaun
137834 |Cunapom ®PpaHKa-Tep Xaapa 30 Chyvau
251287 lo6poKkayecTBeHHanA KOHLEHTpUYEeCcKan b7 ¢
1314 |CummeTpuyHble KanbuuduKauum Tanamyca 30 Chyuaun KoNbLEBNAHARA MaKkyNApHan AUCTPODUA Nydaun
1229 CuHApom, MgAMTMpyIOLI.I,VIM BPOXKAEHHY!0 30 Cayuau 2169 |Oeduunt metunkobanamuHa, Tun cblE 27 Cnyvau
BHYTPUYTPOBHYIO uHdekumio 1040 |MertadusapHaa aHagucnnasma 27 Cnyyaun
572773 C”HAPOM,MMKpoued)anr"-HMSKOPOMOCTM- 29 Chyuan IAYTOCOMHO-A0MWHAHTHaA cnacTuyecKasa
aHOManuii KoHeuHocTel 100993 27 Cnyuau
5 napannerva tun 12
466775 AyrocomHo-peueccushan bonesb Llapko-Mapu- 29 Cnyuaun 98771 |CnuHouepebennspHas atakcua Tun 18 26 Cnyyau
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‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
52994 |Op6utanbHasa neilommoma 26 Chyvaun 399096 |AucTtanbHas aHOKTaMUHONATUA 24 Cnyyaun
CuHApOM o6Leit 3aaePKKN pa3BUTUA- [AYyTOCOMHO-A0MUHAHTHbI CUHAPOM
o . 314404 . 24 Cnyvaun
488613 |HeiipoodTanbmonormueckux aHomanuin-cygopor- |26 Cnyyan MO3)KeYKOBOW aTaKCMKU-TNYXOTbl-HapKoaencum
MCTBEHHOMW OTCTaN0CTH i
Yy 313846 CemeiiHanA KOXHaA TeNleaHrMIKTasnUA U CUHAPOM 24 Cryuan
40366 |AuutpetnH/3TpeTnHaTHaA ambpuonaTma 26 Chyvaun npeapacnonoXXeHHOCTU K PaKy pOTOr/1I0TKU
CMHAPOM CUHAAKTUNUN-KAMNTOAAKTUAUN U 300525 |MNcesporunoanbpocrepoHnsm tun 2D 24 Chyyan
357332 |kAMHO[AKTMANKM NATLIX NaNbLEeB-pa3ABoOeHUA 26 Cnyvaun
A ueB-pasa y 300496 CuHapom MHO)KeCTBveHHbIX BPOXAEHHbIX NOPOKOB 24 Cryuam
nanbues cron [pa3BUTUA-TMNOTOHUI-CyA0pOr TUN 2
2574  |Cungpom MoiiHaxaHa 26 Cnyvaun 251383 |Cungpom CK 24 Cnyyamn
199343 |Cungpom EAST 26 Chyyan - i
A T:.CF:JMHO eLeCCUBHbIM . 247262 s':l:rpa‘z:rr;“nepdmubamsm YHETREron 24 Cnyuan
1974 | pew N 26 Cnyuau
baumoaernToreHUTanbHblii CUHAPOM rMnepxonecrepuHemun sBcneacTsmne
1262 |CuHppom Béka 26 Chyvaun 209902 |[HeAOCTAaTOMHOCTU XONecTepUuH-7anbda- 24 Cnyyau
93109 |BporKAeHHbl Merakaamkos 25 Cnyvamn rMAPOKCUNa3bI
85203 |AKponeKTopanbHbIi CUHAPOM 25 Cnyuamn 2069 [KenyaouHO-KOXKHbI CMHAPOM 24 Cnyyan
BporKaeHHOoe HapyLlueHue raMkosuamposanus MPI- BocnpnMuMumnBoCTb K 6aKTepranbHbim MHbeKumam
79319 CDG 25 Cyuau 183713 Bcnepcreue aedpuumrta curHanbHoro nytn TLR 24 Cnysam
7 Cunapom 3C 25 Cnyuamn 171607 |X-cuenneHHasa cnacTuyeckan napannervsa tun 34 |24 Cayyaun
56305 [Atenocreorenesa tun lil 25 Cnyuam 1490 CMHAPOM AMCTPOGUM POrOBULbI-NEPLIENTUBHOM 24 Cnyuam
56304 [AtenocreoreHesa tvn ll 25 Cnyuamn F1yXoTbl
54028 |Cunapom Mnammepa-BuHcoHa 25 Cayuam 1361 HepocratouHOCTb KapHO3MHA3bI 24 Cnyvaun
NKX6-2-accoLMmMpoBaHHas ayTOCOMHO- 1234 |Cunppom bapuokaca-Manaca 24 Cnyyaun
527497 |peueccuBHan runoMmennHU3IUPYOLWLAA 25 Chyuan 99901 |HepocraTtouHocTb aunn-KoA-gernaporeHasnbl 9 23 Chyuamn
Ineiikogucrpodusa 965 CMHAPOM aKpOMeranouaHbIX YepT Mua nvua 23 Cnyyaun
50944 |CuHapom LLUéng-LUynbu-Naccapxk 25 Cnyvamn 93329 |AyTrocOMHO-peL,eccMBHaA omoaucnaasua 23 Cnyuaun
488632 CuHapom TBCK-accounmpoBaHHOW YMCTBEHHOWU 25 Cayuam 569821 |BpoxxaeHHaa nepBUYHAA nuM(bep‘,'ema FoppoHa 23 Chyuamn
OTCTaNI0CTH CMHAPOM /1a0HHO-NOAOLWBEHHOI KepaToaepmMmun-
458803 |CnuHouepebennspHasn atakcua tun 42 25 Chyvaun 538574 |HacnepcTBEHHOW MOTOPHOW U CEHCOPHOWA 23 Cnyyau
CUHAPOM HapyLleHne Pa3BUTUA HEPBHOW CUCTEMbI- Heiiponatuu
453499 |yepenHo-AuueBoro aucmopdusma-nopoka cepaua-|25 Cayuamn 477817 |MuKpoaynAnMKauNOHHbI cuHgpom PMP22-RAI1 |23 Cayuan
@Homanwmii ckeneta i
445018 Kom6UHUpPOBaHHbI UMMYHOAedUUUT BCreACTBUE 23 Cryuam
BpoXXAeHHOe HapyLleHue IMUKO3UAMPOoBaHUA HepocratouHocTu LRBA
397941 25 Chyvau
MAN1B1-CDG 411493 [NouTouepebennspHas runonnasus, un 10 23 Cnyuyam
39041 |CuHapom OmeHHa 25 Cnyyan 364198 |OByaonbHas TapaHHas KOCTb 23 Cnyuam
3472  |CuHppom KOHKUca-BapoHa 25 Cnyuamn 314588 |OucranbHana Tetpacommsa 15q 23 Cnyyam
314597 |CuHapom Yapnamn-Makkano 25 Cnyuaun i
Camf;zsnequ.:am niica cu: OM KONJIOUAHHOTO . 261652 fn“H:p::: HIMHbETPR! BENEACTENE TouEOR 23 Cysan
281122 o AP N 25 Cnyuau yrau
nnopa 238475 |CemeinHasa runepxonaHemms 23 Chyvau
268249 |[MukodeHonat modetunosas ambpuonartus 25 Cnyuaun 1617 MuKpoAeneLMoHHbI cMHapom 2q24 23 Cnyyaun
251019 |MMKpop,ene|.|,M0HHh|i71 cuHgpom 2q32q33 25 Cnhyyan 157973 BporkAeHHaA MbllieYyHaa aAuctpodpua Bcneacrsme 23 Cryuan
2499 |MetaxoHppomarto3 25 Chyvaun myTtaunn LMNA Y
230 HepocratouHocTb JOPAMUH-6eTa-TugpoKcunasbl |25 Cayuam 101028 |AedpuuunT TpaHcanbA0Na3bI 23 Cnyuaun
1715 [Tpucomus 18p 25 Cnyuaun 98805 |MepBuuyHasa guctonus, tun DYT4 22 Cnyuaun
1519 rmneprenopusm, Tun Tubm 25 Cnhyvan 94063 |[MuKpogeneumoHHbli cuHgpom 12q14 22 Chyyan
1448 |CuHapom KonbueBoii Xpomocombl 6 25 Cnyuaun 93953 [CemeiiHanA KUCTa WUTOBUAHO-A3BIYHOTO NpPoToKa |22 Cayyan
98972 |UeHTpanbHas myTHas auctpodus Palic-bekcnepc |24 Cnyyan 91387 CemeiiHasa aHeBpU3Ma rpyaHOMU aopTbl U 22 Coyuan
66629 |CuHapom merakonoHa Nonbabepra-LnpuHueHa |24 Cayyau paccnoeHue aopTbl
- - - 85282 |Cunppom MEHMO 22 Cnyuaun
488333 AYyTOCOMHO-A0MUHaHTHaA 6one3Hb Lapko-Mapu 24 Cayuam AP _ y
Tyta Tn 2W 85201 |lfeHuTONATENNAPHDbIA CMHAPOM 22 Chyyan
487809 |[leTCKMi KONNareHoBbIN racTpur 24 Chyuan 85191 |Aucnnasmua CuHrntoHa-MeprteHa 22 Chyuan
CUHAPOM peunanBUpYIOLUX MeTaboandecKux AYyTOCOMHO-A0MUHaHTHbI CUHAPOM FNYXOTbl-
79499 22 Cnyuaun
480864 [|pHUedanommonaTUHECKUX KPU30B-pabgommnonusa- |24 Cnyyan loHnxoaucTpodpua
cepaeyHoit apMTMUU-YMCTBEHHOM OTCTaNOCTU i - i
PA p Y C . 71271 CMHApOM pacluenieHHOW KMCTU-paciuenieHHon 22 Cnyuan
PURA-accouumMpoBaHHbIN CUHAPOM TAXKENOMN cTONbI-rAyxoTbl
438216 |HeoHaTa/bHOM NMMNOTOHMU-CYA0POT- 24 Cnyuaun 542306 (GNB5-accouMMpoBaHHbIii CUHAPOM YMCTBEHHOM bac
PHUedanonaTtum BCneacTBme TOUEYHOM MyTauumn oTcTanocTu-cepaeyHoii aputmun ydan
PURA-accoLMMpoBaHHbI CUHAPOM TAXKENON CUHAPOM rMNOrnAapPo3a-HapyLeHus
438213 [HeoHaTanbHO FUNOTOHWUK-CYAOPOT- 24 Cny4an 528105 [snexktponutHOro 6anaHca-gucdyHKumMA cnesHoli |22 Cayuam
sHuedanonatum PKenesbl-nxTmosa-Kcepocrommm
401973 [cunapom MEND 24 Cnyyan 466943 |CuHapom WAC-accouumpoBaHHOrO NLLEBOTO 22 Cnyyamn
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cnyyaes cnyyaes
laMcmopdusma-3afepKKu pasBuTusa- CHailpepa
noBeAeH4YEeCKUX HapyLUEHWA CMHAPOM APABNOIA KOXKM C TAXKENBIMU IEFOYHBIMM,
CUHAPOM BPOXKAEHHOI KaTapaKTbl- 221145 |Kenyao4YHO-KULLEYHbIMU U 21 Chyyau
464738 |muKpouedanmMn-npocToro NaameHelowwero Heeyca- |22 Cnyyan MmouYeBblAeNNTEeNIbHbIMM aHOMAMAMM
TA)KeN0M YMCTBEHHO OTCTaNOCTH REN-accoummpoBaHHasa ayTOCOMHO-A0MUHaHTHanA
217330 21 Cnyuau
445038 [3-meTunrnyrakoHosas aungypwma tun 7 22 Cnyvaun [Ty6ynonHTepctuymanbHan 6one3Hb noyek
431272 X-cuennieHHan ckanyaonepoHeanbHasa MbilleyHan 22 Cnyuan 199326 N3onmMpoBaHHaA ayTOCOMHO-A0MUHaHTHaA 21 Coyuan
lancTpodua runomariuemwus, Tun FnaygemaHca
398173 |doKanbHaA KOXKHaA aucnnasua amua tan |l 22 Cnyvaun 171881 |Mwuonatua c BKIKOYEHUAMM BUAA LANOYKN 21 Cnyvau
363677 AyTOCOMHO-peU,ECfMBHaﬂ MMUONaTUA C HAPYXKHOM 22 Crysan 168593 CMHApPOM BHE3ANHOW MNaAeHYEeHCKOW cmepTu- 21 Cryuam
odTanbmonnerneii c Hayanom B A€TCKOM Bo3pacTe lAncreHesun anyek
3apepiKKa pasBUTMA C PacCTPOUCTBOM HepocratouHoOCTb NTepuH-4-anbda-
o 1578 21 Cnyyau
329195 |ayTUcTMUYECKOro cneKkTpa U HeyCTOM4YUBOCTbIO 22 Cnyvaun KapbuHonamuHgernaparasbl
NoXoAKu - - i
A _ 98791 CuHapom anbda-Tanaccemmm !MCTBEHHOM ) 20 Coyuan
314718 CuHAPOM NeTanbHOW apTepuonaTum BcneacTemne 22 Cnyuan loTCTaNOoCTH, acCcOULMPOBaHHbIA C XpPOMOComoit 16
lpednuura pubynuna-4 98768 |[CnuHouepebennapHan atakcua tun 13 20 Cnyuau
269229 |Ancnnasua NOKPbILWKKA MOCTa F0OJIOBHOrO MO3ra 22 Cnyvaun MuonaTtua c HaKonJeHNem Tenew, CXoAHbIX C
97232 20 Cnyuaun
2492 CuHpapom FATCO 22 Cnyvau loTneyaTtKkamu nanbues
247820 CMHAPOM 3KTOAEPMaANbHOMN AUCNNA3UMU- 22 Cnyuan 971 IAKpOpeHanbHbIN cm:p.pom 20 Chyuan
CUHAQKTUAUN 96175 |CuHapom Konbuesoi xpomocombi 11 20 Cnyyaun
228423 MoHouuToneHus ¢ BOCMPUUMUYUBOCTBIO K 22 Cyuam 93941 |NapuHrorpaxeoasodareanbHan pacwenvda tun 4 |20 Cayyan
MHpekuMAM 38642 BpojKAeHHan HeuyBCTBUTENbHOCTb K 6011, 20 Cryuam
209908 |Anpakcus peuu y aeteii 22 Cnyyan accoummposaHHan ¢ KaHanonatueit Y
1827 |[Akpomenuyeckas N06HO-HOCOBAA AUCNNA3UA 22 Cnyvaun HeiipogereHepaumsa BCneacTBue HeA0CTaTOUHOCTH
88639 20 Chyyau
1723 |MosanyHasa Tpucomms 2 22 Cnyvaun 3-rugpokcnnsobytnpmun-KoA-rugponassol
168612 |BpoxaeHHblli gepuumt anbda-peronporenHa 22 Chyvaun 88628 CUHAPOM aTaKCMM 3a4HUX CTONOB-NUTMEHTHOro 20 Cyuan
163690 |CUHAPOM rMNOTOHUN-LUCTUHYPUU 22 Chyyan peTnHuTa
93606 HedporeHHbIi1 CUHAPOM HEaAeKBaTHOrO bic 86920 |depmaTtonaTua NUrMeHTHaA peTUKyNapHas 20 Cnyyau
aHTMAMYpesa fyHan 26919 CMHAPOM NaAOHHO-NOAOLWBEHHOW KepaToaepMUK- 20 Cayuam
AYTOCOMHO-A0MUHaHTHaA 6onesHb LLlapko-Mapu- KAWHOAAKTUAUKU
93114 o 21 Cnyuamn = = ”
Tytra TMn E, npome)KyTo4HbIA TUN 86797 |ATMNMYHBIN MUKCeAEMaTO3HbIN nLai 20 Chyyau
CUHAPOM HacneACTBEHHOW MUONATUM C CMHAPOM NopaXeHua KocTei ceoga yepena no
85192 o " " 20 Cnyuaun
79091 |BKNIOYEHUMAMU-KOHTPAKTYpP CYCTaBOB- 21 Chyvau [runy "6y6aumKa"-xpynkoctu Kocreit
odranbmonnernu 83616 |[KpacHywHbiii naH3HUedanut 20 Cnyuaun
69082 (Of,0HTO-TPUXO-YHFBO-AUIUTO-NANbMaPHBIA 21 Cnyuam 79476 |Cvnppom Mpusennmn tun 1 20 Cnyuaun
cMHApOM 79154 [2-amuHoaaunuyeckas 2-oKcoagunosas auuaypusa [20 Cayuam
66625 |Llepe6po-0Kyn0-HasanbHbIW CUHAPOM 21 Cnyyan 9084 UacTuHas cemeiiHas AMNoAMCTpoduSA, TMN ho c
TAXenblii KOMBUHUPOBaHHbIN UMMYHOAePULUT 7 Ku66epnuur NyHan
542301 21 Cnyuamn
Bcneacrsue aepuumnra CARMIL2 73071 Femopparnueckuit guates Bcneactsue gedexra hoc
HTRA1-accouunMpoBaHHaa ayTOCOMHO- peuentopa KonnareHa f1ydamn
482077 |pomuHaHTHaA 601€3Hb MENKNX COCYA0B ronoBHorof21 Cnyyan CMHAPOM CMHOCTO3a IYYEBO M NOKTEBOM KOCTEii-
Mo3ra 71289 - 20 Cnyuau
amerakapuoumTapHoi TpombouuToneHnn
468672 CHAPOM KON060MaTO3HOI MakpodTanbMmum- 21 Coyuam 69723 [TuposuHemus tvn 3 20 Cnyuam
MUKPOKOpHea 69084 W3onmMpoBaHHan aKToAepManbHan aucnaasma 20 Coyuan
466768 Ayrocom;o-,qomunaumaﬂ 6onesHb Wapko-Mapu- 21 Coyuam Bos1OC U HOrTel
Tyra tvn 2Z 67046 |[|3-metunrnytakoHoBas aumaypua tun 1 20 Cnyvau
AYTOCOMHO-A0MUHaHTHaA 6onesHb LLlapko-Mapu-
447964 21 Cnyyan 242 AHrenonopo6Has dpanaHro-anudpusapHas >
Tyta TMN 2V 63 avcnnasus 0 Cnyuan
(AYTOCOMHO-AOMMHAHTHaA 04arosan MapoKcn3manbHbIi AUCTOHMYECKMNIA XOpeoaTeTos ¢ >
402003 [HeanuaepmonuTUUecKan NafoHHO-NoAOWBeHHas |21 Cnyyan 53583 >NM30aMECKO# aTaKCHeld 1 CNacTYHOCTBIO 0 Cnyyan
KepaToaepmuma € Ny3bipAMU Ha NOAOLIBE = =
— — 457240 X-cuenneHHOW CMHAPOM YMCTBEHHOM OTCTaNoCTU- 20 Coyuan
401869 CUHAPOM MHOXXECTBEHHOW MUTOXOHAPUANIbHOM 21 Cnyuan HM3KOPOCNOCTU-U3BBITOUHOO Beca
lanchyHKumm, Tvn 1 = =
455 MoBepXHOCTHbIA ANUAEPMOIUTUYECKUIA XTNO3 20 Cnyuaun
398189 |PoKanbHaA KOXKHaA gucnaasua amuya tvun IV 21 Cnyuamn
448242 |AyTocomMHO-peLeccuBHas 6paxuonmus 20 Cnyuaun
CemeiiHbli1 anusoguueckuii 6onesoii cMHAPOM C BpOMACHHOE HapyWIEHNE INKOSMANPOBARMA
391389 |[npeumyLLecTBEHHbIM NOpaXKeHMem BepxHeit Yactu |21 Cayuaum 443811 PGM3-CDG 20 Cnyuaun
Tena
- 420179 |CuHppom YpeamepHoro pocra ManaHa 20 Chyyan
CUHAPOM rMNONNA3UM HUXKHEN YeNtoCTU-TNYXOTbl- ” "
363649 21 Cnyvaun CUHAPOM BPOXKAEHHOW MUKpouedanmu-TaxKenon
MPOrepOUAHBIX NPUSHAKOG-NMNOAMCTROGUM 391376 [sHuedanonaTun-nporpeccupyoLein 20 Chyuan
324972 |Cunapom MAGIC 21 Cayuan H Aumporpeccupytoly v
3063 1c uepe6panbHoii aTpodun
X-CueneHHan yMCTBEHHas OTCTanocrs, Tn 1 Cnyuan 369897 |[CuHapom aenneuun mutoxoHapuanbHon HK, 20 Chyyan

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
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KO/IM4ecTeo
cnyyaes

ORPHAkopg ‘ ORPHAkopa

pHUEedanommnonatuyeckan hpopma ¢ pasnMUHbIMU
YepenHo-ULEBbIMM aHOMANINAMU

KoNuuecTso
cnyyaes

ORPHAKop, ORPHAkoa,

HapyLweHUAMM KpOBETBOPEHUA
MME-accoumMmnpoBaHHan ayToCOMHO-A0OMUHAHTHAA

3387 |M30nMpOBaHHbIN NepeAHUI rTMNepTPUXo3 Wen 20 Cnyvaun 497751 60ne3Hb LLlapko-Mapu-Tyta Tmn 2 19 Cnyuan
33445 HeiiposKToaepmanbHblii MeN1aHOM30COMaNbHbIN 20 Cayuam 494433 |Cunppom MIRAGE 19 Cnyyan
CUHApOM AnctanbHaa mmonaTua, accoLMMpoBaHHasn ¢
" 482601 19 Chyuaun
3226 |CuHapom rayxotbl-niMmdegembi-neinkosa 20 Cnyvaun aaeHMNoCyKUMHAT-CMHTETa3a 1-noa06HbIM 6enlKom
3137 HepocraTtouHocTb anbda-N- 20 Cryuam 466962 |SMARCA4-pedunumnTHan capkoma rpygHoi knetkn |19 Cnyyan
aueTUIranakrosammHuaasbl 438159 STAT3-accounmpoBaHHOe MY/IbTUCMCTEMHOE 19 Cryuam
300854 CuHAPOM LMPPO3a-AUCTOHMMU-NONNLUTEMUN- 20 Cnyuan ayToummyHHoe 3a60n1eBaHMe C paHHUM HaYaiom
rMnepmapraHLemmm 43115 HacnepcrseHHaa muonaTtua ¢ naKkTaT-auua03om 19 Cayuan
3021 CuHgpom RAPADILINO 20 Cnyuaun Bcnepcreue aedpuumra ISCU Y
30 HacnepcrseHHasA opoToBas aumaypus 20 Cnyvaun 397946 |AyTrocomHas cnactuyeckas napannernsa tun 58 19 Chyyaun
289863 [ATMnuuyHaa ravumnHoBas sHUedanonaTma 20 Cnyvaun 391320 Hapymeure CcBepTbiIBAaEMOCTU KPOBU, BocTouHO- 19 Coyuan
2847 |OedekTbl Nnepukapga u guadpparmol 20 Cnyuamn [Texacckuii Tun
280779 |KoxkHaa KonnareHoBas Backynonatua 20 Cnyvaun CUHAPOM MHTPA3NWUTENINA/NIBHOTO AUCKepaTo3a
2755 |OpodaumoanrutanbHbiii CMHAPOM, TR 8 20 Cayuam 352662 |[porosuubl-Naf0HHO-NOAOLWBEHHOIO 19 Cnyuan
2751 OpodaumoamnrutanbHbIil CUHAPOM, TN 2 20 Chyvau runepKreparosa-AncKeparosa ropraHu
2717 |OKynoTpuxoaHa/bHbli CUHAPOM 20 Chyvaun 3339 |Cuxapom Topuenno-flakaccu-fipoct 19 Cyuan
268114 RAS-acCoLMMPOBaHHOE ayTOMMMYHHOE R CuHapom He¢p(1r8HHOI'O HecaxapHoro aunabera-
68 neiikonponndepatnsHoe 3a6onesatme 0 Cayyan 3145  |[BHYTpMuepenHoit KaNbuMUKALUM-IMLEBOTO 19 Cnyuan
lAncmopdursma

26137 |HOBEHWAbHbI BUCOYHDbIN apTepunt 20 Cnyvaun
/lokannM3oBaHHbIN NOrpaHUYHBINA ByNne3HbIN
snuaepmonus, TMn He Xepauua

251061 |MukpoaeneuMoHHbI cuiapom 731 20 Cnyvamn

251393 20 Chyuan

CMHAPOM NULEBOro AUCMOPPU3IMA-3aAEPKKU
284169 |pa3BUTUA-NOBeAEHYECKMX aHOManwuii Bcnegcrsme |19 Cayyam
mukpogeneuunn 10p11.21p12.31

MerakoHWaNbHaA BPOXKAEHHAA MbllLeYHasn

251028 is:zi—:::n:l:véu::::;:j;:;H,quM BCneacTeue 20 Cryuan 280671 AcTpodus 19 Cnyyan
CUHAPOM NepBUYHOM LIUANAPHON AUCKUHE3NN- 2707 OkynouepebpodauuansHbiii cunapom, na 19 Cnyyan
247522 NUIMEHTHOrO PeTUHUTa 20 Crysan Kaymata
2394 HepocratouHoCTb NUpyBaTaernaporeHasol E3 20 Chyuan Cunapom DYRKIA-acc?.uMMpOBaHHOﬁ VM.CTBeHHOﬁ
268261 |oTcTranoctu, BbI3BaHHO MUKpoOAeneunen 19 Chyuau
2375 CuHapom nfpanuqa abayKropa roptaHu- 20 Cryuan 21922.13q22.2
[YMCTBEHHOM OTcTafocTu 251046 |MuKpoAeneuMoHHbI cMHAPOM 6p22 19 Chyyau
228247 |MpuobpeTteHHan 3nacTMYecKan ncesgokcaHtoma |20 Cayyan Cyhapom NLRP12-accouumpoBaHHoi
228179 ?J::::,:;:I-IAOMMH“THM Gonesub Llapko-Mapu- |, | Cnyuam 247868 HacnesCTBEHHOM NepUoAUYECKOI IMXOPaAKK 19 Cnysan
228410 [CuHAapOM NonvKnanaHHoW 6onesHu cepaua 19 Cnyyan
2021 zuﬁpoxounporeues 20 Cyyam 228387 CnoHAauno-merasnudpusapHo-metapusapHasn 19 Cryuan
1807 I"oxanbuaa nuuesan aepmanbHan aucnaasua, Tn |, Cnyuam avcnnasua
— 178487 |KuweuHblit 60TyAN3M B3POCAbIX 19 Chyyau
178364 |CuHapomanbHbii MUKpodTanbm TMn 5 20 Cnyuaun CHHAPOM MONMHERAPONATHI-TYTOYXOCTH-aTaKCHM-
1513  |KpaHuuoguadusapHas aucnnasus 20 Chyuam 171848 UTMEHTHOTO PETMHUTA-KATaPaKTbI 19 Cnyyan
1466 |Cunapom COFS 20 Chyvau MporpeccupytoLas KaBuTMpyroLas
1447  |CuHApOM KOANbLEBOV XPOMOCOMbI 4 20 Cnhyyan 139447 neiikosHuedanonatus 19 Cnyqan
139455 |AyTrocomHo-peueccuBHas 6ectpoduHonatus 20 Cnhyyan rMnomuenuHusaums c atpodueii 6asanbHbIx
1394  |Liepe6podaumoTtopakanbHan gucnnasua 20 Cnyyaun 139441 | LFAMeB U Mo3KeuKa 19 Cyuan
1387 CUHAPOM KaTapaKTbl-yMCTBEHHOMW OTCTaNOCTU- 20 Cayuan 99741 |[CuHpgpom KuHra-fleH6opo 18 Cnyyan
rMnoroHagmusma 96171 |CMHAPOM KO/bLLEBOW XPOMOCOMbI 2 18 Chyyau
1358 |CuHapom Kapu-daitHmaHa-Lutepa 20 Chyvau 86309 Bpo)KAeHHOE HapyLIeHUe [IMKO3UAUPOBAHUA 18c
1134 |AsonuMpoBaHHaA apUHUA 20 Cnyuaun DPAGT1-CDG flyuan
101110 [CnuHouepebennapHas atakcua Tun 20 20 Cnyuaun CuHApPOM cnoHaunomeTadusapHoi Aucnasmu-
85167 18 Cnyuyaun
100976 |MXTNO3 NO TMNY «KYNaZibHOro KOCTIOMa» 20 Chyvaun lAncTpodum Konbouek U nanoyek
100043 AYyTOCOMHO-AO0OMUHAHTHAA NPOMEXKYTOUHan 20 Cnyuan 66637 |AnadaHocnoHANNOAN30CTO3 18 Cnyyan
6onesHb Llapko-Mapu-Tyta Tun A 589856 Choanal atresia-athelia-hypothyroidism-delayed 18 Coyuan
CKeneTHaa AUCNNasUA C YKOPOYEHHbIMU puberty-short stature syndrome
935 KOHEYHOCTAMM U TAXKeIbIM KOMBUHUPOBaHHbBIM 19 Cnhyuaun CMHAPOM YMCTBEHHOM OTCTa/NIOCTU-NapoKa cepaua-
MmMmyHoaedULMTOM 508498 HWU3KOPOCNOCTU-TMNEPMOBUNILHOCTH CYCTaBOB 18 Cayuan
AYyTOCOMHO-peL,ecCUBHbIN 6ynnesHblit PYCR2-accoummnpoBaHHaa mukpouedanua-
89838 pnuaepmonus K14 19 Cayuan 481152 nporpeccup?lou‘.:aﬂ neﬁkoauqe';)al-;:ilama 18 Cryuan
75857 |CMHP.P°M TepMMHaNbHO aeneuun 69 19 Cnyyam 468641 XpoHWUecKas 3HTeponaTUsa accoLMMPOBaHHasn ¢ 18 C
529962 |MMKpop,enequ0HHbu7| cuHgpom 17q24.2 19 Cnyuyaun reHom SLCO2A1 nlyuau
505248 MyKonosnmncaxapuao3-nogo6Hblit cMHAPOM € 19 Cayuam 397596 |AKTMBUpOBaHHbLIN cuHApom PI3K-aenbta 18 Cnyyan
BPOXAEHHbIMUW NOpPOKamu cepaua 1 370046 |Didymosis aplasticosebacea 18 Cnyyau

”Ol'[y6]'[I/IKOBaHHBIe JTAHHBIC 6e3 YTOYHCHUS OTHOCATCSA KO BCEMY MHUDPY. 3Be3I0uKa * YKa3bIBacT Ha eBpOl‘IeﬁCKHe JIAHHBIC.
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KONNYecTso KO/IM4ecTBO
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes

369962 MeTnamanoHoBasA auuAeMUsa C roMOLUCTUHYPUEid, 18 Cryuan rnasopBuUraTeNbHON anpakcum
Tun chIX 353298 |Cungpom Polidpmana 17 Cayuan

363417 CUHApPOM NpeaKkcUanbHOMN BpaxmpakTunum 18 Coyuan 3350 CuHapom rpemopa-urlc-rarma-ﬂasbl 17 Coyuan
TemTtamn \ABEHAALATUNEPCTHOMN KULLIKK

324588 |CemeiiHas AUCKMHE3NA M MUOKUMUA AMLa 18 Cnyuan 324381 |HacneacrseHHas muonatua ¢ BkaoueHnamu Tun 4 |17 Cayyam
/AYTOCOMHO-peLieccBHaA MeHAeNupytoLan 3204 |Cunapom CropmopkeHa-Cbacraga-JlaHrcnera 17 Chyyaun

319569 nNpeApPacnoNoXXeHHOCTb K MUKOGaKTepuaibHbIM 18 Cryuan MeHaenmpyloLas NpeApacnoNoKeHHOCTb K
3a6oneBaHuAM BCAEACTBUE YACTUYHOTO AeduLUTa 319595 |mukobakTepmanbHbim 3a6onesaHuam Bcneacreme |17 Cayyam
IFN-ramma R1 uactuuHoro gedpuumra STAT1

300319 [BonesHb Wapko-Mapu-Tyta Tun 2P 18 Cnyuamn 300530 |NcesgormnoanbgocrepoHnam tun 2E 17 Cnyyam

261344 |Tpucomms 1q 18 Cyuam 2318 |Cunapom Xy6ep c okynopeHanbHbim aepektom |17 Cayuam

251523 [[unepu1HKemMus W rUnepKanbnpoTekTMHeMus 18 Cnyuam 230839 |[Classical-like Ehlers-Danlos syndrome type 1 17 Cnyyau

2501 |MetadusapHana gucnnasumsa, un Cnap 18 Chyuau 227976 AyTocomHo-peLieccuBHan aTpodua 3pUTENbHORO 17 ¢
Kom6uHUpoBaHHbI# MUMMYHOAebULUT BCaeacTBUE HepBa, TN OPA7 Nyuamn

238505 18 Cnyuan 2

laedmuymra CD27 210141 HacneacteeHHas BpOXAEHHasA cnacTMyeckas 17¢
2353  |CuHapom Lunbbaxa-PoTtra 18 Cnyyan reTpannerua f1yHan

228402  |MuKpoAeneumoHHbli cuHapom 2q23.1 18 Cnyuan 210115 CTepunbHbIi MyNbTMGOKANbHBIN OCTEOMMENWT C 17 Cryuan

171719 CuHApom apnab6noii Koxn-mapdpaHonaHon 18 Cryuam nepnMocTMTom U nycrysesom
BHELWHOCTH 1954 |BpoxkpeHHas netanbHas apUTpoAEPMUA 17 Chyyaun

158025 HacneacTBeHHbI NPOrpeccupyowmii MyLUHO3HbIA 18 Cryuam 1908 |AMUHONTEPUHOBBIM? CUHAPOM 17 Chyyaun
rucrmoumTos 1325 |CuHApOM KaMNTOAAKTMAMKN-TAyPUHYPUU 17 Cnyyan

1449  |CMHAPOM KO/IbLLEBOI1 XPOMOCOMbI 7 18 Cayuam 1104  |cunppom aHodranbmum natoc 17 Cayuan
1441  |CuHApOM KO/bLeBoM 17 XpOMOCOMbI 18 Cnyuan 93357 |SPONASTRIME aucnnasus 16 Cnyuan
139515 |bonesHb Lapko-Mapu-Tyra tun 4) 18 Cnhyyaun 920 CuHApom abnedapoHa MaKpPOCTOMMUM 16 Cnyuaun
1272 |CuHppom Aiime-Tpunn 18 Cnyuamn 85198 |AmccnoHgunosHxoHapomartos 16 Cnyuan

99853 _ |OBapuoneiikoanctpodpus 17 Cnyuamn 71528 OupeHune BCeacTBME HeJ0CTaTOYHOCTU 16 ¢
CnoHaunosanumetadpusapHaa gucnnasusa, Tun nporopmoH KoHBepTasbi | f1ysan

93282 17 Cnhyyaun
PAPSS2 69737 |Cunppom Bocnu-Canuxa-AnopeiiHn 16 Cnyyaun
BporkaeHHoe HapylueHune ramkosuamposanma DK1-

91131 ch A py p 17 Cnyuam 63273 AncranbHan Mminama C BOB/IeYeHnem 3a.qHM3( 16 Coyuan

loTAEeN0B roneHei U nepegHUX OTAENOB KUCTeN

79283 MeTMl:InI;aHOHOBaH aunaemus ¢ roMmoLMCTUHYpUen, |, Cnyuan 53296 [CemeliHan KoxHas KonnareHoma 16 Cnyyam
r1n ¢ MKeHckoe 6ecnnoaue BcaeAcTBUE OCTAHOBKMU
KonbueBnaHblli Nag0HHO-NOAOLWBEHHDI 488191 i 16 Cyuan

69744 rMnoKepaTos 17 Cnyyam Melo3a oounTos

CMHAPOM CnacTUYECKOM napannerun-Taxkenom
560 |[Cunapom Mapwanna 17 Cnayuam 464282 3agep Ky passuTUA-aNMAENCUM 16 Cyuan
CUHAPOM aTPOdMM 3pUTE/ILHOTO HepBa-aTaKkcny- CUHAPOM YMCTBEHHOIA OTCTaNOCTM-MaKpoLedanmm-

543470 [nepudepuueckoii HeliponaTun-obuyeii sagepskku |17 Cayuan 457279 (MNOTOHMU-NOBEAEHUECKUX HapYLLEHMT 16 Cyuan
passuTna 397606 [CuctemHbiit PrP amunonaos 16 Chyyau
STAG1-accouMnpoBaHHbIN CUHAPOM YMCTBEHHOM CMHAPOM BPOXAEHHOM CMAEPOBAACTHON aHeMMH-

502434  |oTcTanocTU-NMLEBOrO ANCMOPdUIMA- 17 Cnyuan 369861 |[B-kneTouHoro ummyHogaeduuuta-nepuoauyeckoii |16 Cayuam
ractpossodareanbHoro pedatokca MXOPaAKM-3aePIKKY PaZBUTHS

500533 CurApom MHoroao§uﬂ-meranauue¢anuu- 17 Cnyyan 369852 CMHAPOM BPOXKAEHHOW HelTponeHuu- 16 Cavaan
cMMmnToMaTUYeCKoM anunencum Mmuenodpubposa-Heppomeranum ny!
X-cLenneHHbI OrpaHNYEHHDIM }KEHKUM NoNOM Teneronnn-accoummposannan noscro-

480880 [nuuesoit ancmopdusm-Huskopocnoctb-atpesua |17 Cayyam 34514 | L euHOCTHAA MbILEUHAR AVCTPOGMA ThN R7 16 Cnyuan
XOaH YMCTBEHHAA OTCTa"fCTb 33067 |MertadpusapHasa xoHapoaucnaasmsa, Tun AHceHa 16 Cnhyyau
CUHApPOM NocTHaTanbHOW MUKpouedanum- -

. . Kom6uHMpoBaHHbIi aedeKT oKucauTennHoro
477673 |mnapeH4YecKon rMnOTOHUN-CNACTUYECKON 17 Cnhyuaun 319524 16 Chyyaun
. [bochopunuposanus tun 15
lAMnnerMn-amMs3apTpMn-yMmcTBEHHOW OTCTaNoCTH —
- 319171 |CuHapom auctanbHoO MuKpoaeneuumn 17p13.1 16 Cnhyyau

464760 |CemeitHaa aHOManuA ANCKOB 3puTeNbHbIX Hepsos |17 Cayyamn

- - 314566 |MepsuuyHas NporpeccupyoLLAn anpakcua peyum 16 Cnyyau
AYTOMMMYHHbIW AumdonponndepaTMBHbInA m

436159 [cMHApPOM BCReaCTBME ran/IOHeA0CTaTOYHOCTU reHa |17 Cayyan 314376 MLuedHan HENPOXoAUMOCTS Y HOBOROMAEHHBIX 16 Cnyyan

CTLA 4 BCAeaCcTBME HeA0CTAaTOYHOCTU ryaHuAaTuuKAasbl 2C]
= = = 306734 |NepsBuuyHaa guctoHua, Tun DYT21 16 Cnyyaun

435988 CUHAPOM XPOHMYECKOW NpeacepAHON U KMLLEYHOR 17 Cavuan
lancaputmun Y 306674 |[Cunppom Kydop-Pakeb 16 Cnyyan

204443 CMHAPOM BbICOKOPOCAOCTU-YMCTBEHHOM 17 Crvaan CMHAPOM rMNONAACTUYECKOM NOAKENYAOUHON
oTcranocTu-nuuesoro gucmopduama y 293864 |enesbl-aTpe3nu KUWeYHUKa-runonnactuyeckoro |16 Cnyuau

PKenuHoro nysbipa
399058 Anbda-B KpUcTananH-accouumpoBaHHas muonaTms 17 Cayuan — —
c No3aHUM Havanom 289601 HacnepcTBeHHbI CVIHAp(:M MHOKeCTBEHHOW 16 Cryuan
> > KanbuuduKaLuum apTepuii U cyctasos
AYTOCOMHO-pPeLLeCCUBHbIN CUHAPOM MO3XKEUYKOBOM
363429 17 Cnyuan 279943 |Hacnepcreennan neiitpoduamsa 16 Cnyyan
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa TS ‘ ORPHAKop, ORPHAkoa, .
261257 |CuHApom AucTanbHOW MmuKpogeneuun 17p13.3 16 Chyyaun HapylweHue CBepTbiBa€MOCTU KPOBU
30| oA BTN 1902 oo | | anstan e a1 Cre
238455 |MH}aHTUABbHDBIN NAPKUHCOHU3M-AUCTOHUA 16 Chyyaun 401768 MpoKcMmanbHaa mumonaTuA € NpU3Hakamu 15 Cayuan
2102 HepocratouHocTb TP unknoruaponassi | 16 Cnhyyamn DKCTPanupamuaHOro nopaxKeHus
C Y] Y] -
2089 bone3Hb HaKoN/IeHUA FUKOreHa BcieacTene 16 Cnyuan 397744 MHAPOM nepudepuyeckoii Heiiponatum 15 Cayuam
HEeA0CTaTOMHOCTU I/IMKOreHCUHTa3bl Ne4YeHn MMONaTUM-ANCHOHMU-TYTOYXOCTH
178355 |Oucnnasua Cmuta-MakKopra 16 Cnyuan 397615 |OxupeHue Bcneacteune aedpuuymuta CEP19 15 Chyyaun
1438 |CuHppom Konbuesoii xpomocombl 10 16 Cnyuan 329324 |O6patHbIli cuHapom Knnnnenb-TpeHoHait 15 Cnyyan
1231 |Cunapom bap6epa-Can 16 Cnyyam 314647 HEHPOTPECSMPVIOI.IJ.BH MO3)KeyKoBas aTaKkcus ¢ 15 Coyuan
1195 |BpoxpaeHHasn aTpaHceppuHemus 16 Cnyuyam yMCTBEHHOU OTCTaNI0CTbIO _
99954 |Bonesmb LLapko-Mapu-Tyta tvn 4H 15 Cayuam 314432 CMHAPOM FpbIXKM CIUreMeBo IMHUK- 15 Cayuam
98949 |NonHbIi KpUnTopTanbm 15 Chyyau KpUnTOpXusma
MaTepuHCKan oAHOpPOAMUTENbCKaA AUCOMUA 280763 TRxenan ymcTBEHHAA OTCTAaNOCTb U 15 Cnyuan
96181 XPOMOCOMbI 6 15 Cny4an nporpeccupylowian cnacTuyeckas napannerus
HapyLUeHMe N0N0BOro PasBNTUA BCIeACTEME 280633 CMHAPOM MHOXECTBEHHbIX BPOXKAEHHbIX NOPOKOB 15 Cayuan
90796 |M3onmupoBaHHoro aedpuuurta 17,20-nmasbi ¢ 15 Cnhyuaun pa3B"T"“'m"°T°“""'cypf’pc’r
KapuoTunom 46, XY 250984 |AyTOCOMHO-peLeccMBHbli cuHapom CTuknepa 15 Cnyuan
CknepomuKcegema 6€3 MOHOKNOHANbHOM CMHAPOM HacneACTBEHHON PpUBpPO3HOI
90400 | anaTim 15 Cyqan 221043 |noiikunoAepPMUU-KOHTPAKTYP CYXOKMNIi- 15 Cnyuamn
88620 [M30/MpoBaHHanA BPOXAEHHAA aHOCMMA 15 Cayuam s ;nuonamu-nerounoro ¢M6p:)3a =
TICMXOMOTOpHARA 3aAePIKKa BCIEACTBME €HUTONANATOKapAUA/IbHbIA CUHAPOM Nyyam
88618 |HepoCTaTOUMHOCTM S-aA€HO3UATOMOLUCTENH 15 Cnyuan 1901  |Cunapom Snepca-Alanno, Tvn Aepmarocnapakcuc |15 Cayyam
rmaponasbl 171680 g;;f::ed)anuﬂ BCNeACTBUE MYTaLK B reHe 15 Coyuan
Heii = =
85146 eM:OI"'eHHbM CHAMVIOTIEPOREATIbTbI CHTARON, 15 Cayqamn HeBponorunyeckue cocToAHUA, aCCOLMMPOBAHHbBIE C
Tun Kasepa 137754 ! 15 Cnyyan
HepocratouHoCTb 3- He0CTaTOYHOCTbIO aMUHOALMNA3bI 1
79351 ¢oc¢omMuepa}r.qerup,poreua:)bl, 15 Cnyuan 93356 EI:CHC.:::oanumeTadmsapHaﬂ aucnnasua, Tun 14 Coyuan
MnapeH4yecKas/toBeHUNAbHaA ¢popma
79325 Bpo’KAeHHOE HapyLIeHWE FMKO3MAUPOBaHUA 15 Cryuan 90390 |CuHApPOM aHOHUXUU-OHUXOAUCTPOGUMN 14 Cny4yau
ALG8-CDG 28659 IAYyTOCOMHO-A0MUHAHTHanA neorpeccupylouj,?ﬂ 14 Cryuam
70321 BpoXAaeHHOe HapylleHue rMUKO3UANpoBaHuA 15 Coyuan HedponaTtnsa c apTepnanbHON rnepTeHsmnen
ALG3-CDG 75378 [Tpuxpomasus c aepuuntom Konbouek 14 Chyyaun
79284 l\ill:'r:ll;ranouosaﬂ auMaemuA c romouMCTUHYpUed, |, - Cnyuam 589515 :el:x:;a:;:;:zt:‘: developmental disability-ataxia- 14 Cryuan
79149 ,:,epmoxoup,poxop;eanbnaﬂ ,quc;pocbuﬂ 15 Cnyuyau 562528 E::,:ﬁz;l\-ln;zc;:(seuumx KOHTPAKTYpP KOHEeYHOCTEN- 14 Cryuam
pokaeHHaa membpaHo3Haa HedponaTua -
69063 |BcneacTBMe annoumMmMmyHu3aunn petomatepuHcKoi|15 Cnyuan eHepann3oBaHHbI NPOCTOM 6ynne3HbIN
QHTU-HelTpanbHOI 3HAONeNTMAa3oMn 508529 |6a3anbHblii annAaepmonus c atpoduein Koxu, 14 Cnyyam
570371 |TpaH3WUTOPHBI aHTeHaTaNbHbIN cMHAPom bapTrepall5 Cayyan py6uamm 1 BbinageHuem Bonoc
53696 CMHAPOM apTPOrpmUno3a-noparKeHmsa KAeTok 15 Coyuan X-cqegnennblﬁ CMHAPOM YMCTBEHHOMN OTCTaNOoCTH-
nepeaHero pora CMMHHOTO MO3ra 480907 |o6Lueii 3aAepPKKU Pa3BUTUA-TULLEBOTO 14 Chyyau
BHuedanonatus ecnepcTemne aedexta lAMcmopdur3ma-KayaanbHOrO KpecTL,oBOro octaTka
527276 |MUTOXOHAPUANBHOrO M NEPOKCUCOMANBHOTO 15 Cnhyuaun 480483 )T::;‘s;c:r:r\lﬂzumﬂ CeMeNnHbIN BHYTPUNEYEHOYHbIN 14 Cryuan
pasgeneHuns
PLAA- MapTUHUKCKAA MOPLLUHMCTAA NUFMEHTHaA
521426 Hepsuzc;:::re’::awoe Hapylieriae paserTn 15 Cayuam 466718 3nu2enuonamn CET")'IL:TKM 14 Cayuan
513456 CMHAPOM YMCTBEHHOIA OTCTaNOCTU-CYA0pOT- 15 C CuHApPOM MUKpoLedanMu-ymcTBeHHOM
QaHOMaNbHOI NOXOAKU-NLLEBOrO AUCMopdu3ma Nydaun 457351 |oTcTanocTu-HeiMpoOCEeHCOPHOM TYroyxocTu- 14 Chyyaun
X-CLienneHHbIN CUHAPOM KenougHbIx py6Loe- 3nMnencun-aHomanbHOro MbiLIEYHOrO TOHyca
2006 e e [t || 5350 L encroneaegmamre mes 14
ANCKa 401849 |JAyTocomHasnA cnacTMyecKkas napanaerna tun 72 14 Cny4yaun
AYTOCOMHO-A,0MWUHAHTHasA MUTOXOHAPUANbHAA [AncTpodua cetyatkm ¢ AuchyHKL el BHYTPeHHEN
397758 14 Chyyau
457050 |MuonaTtus c HeNepeHOCUMOCTbIO GU3UUYECKUX 15 Cnyuyam ceTyaTkn U AHOMANIMAMM FAHT/IMO3HDBIX KNETOK
Harpysok BpoxAeHHan mbiluevyHasa auctpodua c
371007 14 C
456369 |MwuonaTtua ¢ NOAUrNIOKO3aHOBbIMU Tenbuamm Tun 2|15 Cayyaun rMnepsnacTUYHOCTbIO Nyuau
CUHAPOM CNACcTUYECKOW TETPaNerMn-TOHKOro CMHAPOM MUKPOKOPHEa-MUONUYECKO
" 369970 © 14 Chyyau
447997 |M030MUCTOro Tena-nporpeccupytowein 15 Cnyuyam XOpropeTuHanbHO aTpodumn-TeneKaHTyca
nocTHaTanbHoW MUKpouedpanmu 369920 [MoHTOouepe6ennapHan runonaasua Tun 9 14 Cny4yamn
436169 [Tpom6omoaynmHoM-accouumposaHHoe 15 Cnyuam 364028 |X-cuenneHHas ymcTBeHHan OTCTanoCTb Beneacteume |14 Cayyan
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KONM4yecTso KOIM4eCTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
myTauum B rede GRIA3 runomuenvHusMpyowan neikoguctpopus
36355 HapylweHue cBepTbiIBa€MOCTU KPOBU BCeACTBUE 14 Cryuan 248251 AyTOCOMHO-peu,ec::MBHbIM CMHAPOM 13 Cryuan
lnedpekra P2Y12 nporpeccupytollen aTakCMnU-rayxotbl
3363 CUHAPOM TPUXOMEranuU-NUrMeHTHOM 14 Coyuan 443098 |BHyTpeHHUI KpaHUaNbHbIW TMNOPOCTO3 13 Chyyaun
[AereHepaLym ceTYaTKU-KApPIMKOBOCTH 439212 CuHAPOM paHHeit mronaTuu-apednekcnm- 13 Cryuam
320375 AYyTOCOMHO-peLLecCUBHanA cnacTuyeckas 14 Cryuan pecnupatopHoro gucrpecca-aucparum v
napannerus Tun 55 436274 KoxHble npoAsneHus, Noao6HbIe anacTuyeckoin 13 Cavuan
314394 CUHAPOM HU3KOPOCNOCTU-OHUXOAUCNNAZUN- 14 Cnyuan nceBA0KCAHTOMBI C MUTMEHTHbIM PETUHUTOM v
nMuEeBoBro AUCMopdU3mMa-runoTpuxosa CMHAPOM YMCTBEHHOMW OTCTaN0CTU-MOTOPHOM
" ” 436151 13 Chyuaun
314051 CuHApOM neiikosHuedanonatMM-aHomanui 14 Cryam adasuu-nuuesoro gucmoppusma
Tanamyca 1 cTBONa MO3ra-BbICOKOrO NaKTaTa
3ane I(Ka NcUXopeyeBoro pasBuTUA BCreacTBUE 435438 ?::;PECC“PV'O“J@" HHOHTOHITIECERTAIERTM: s Cryuam
313892 [2ACP P P A 14 Cayuan _
[aeduumrta SOXS5 401953 [Inusopuueckan atakcma ¢ HEBHATHOM peublo 13 Cayuan
307766 CMHAPOM Kyp4aBbiX BONIOC-aKPaNnbHOi 14 Cayuan 399103 |AucranbHaa HebynnMHOBas muonaTus 13 Chyyaun
KepaToAepMunu-Kapueca 363412 rMnomuenuHMU3aLmMa ¢ Nopa)keHMem cTeona 13 Covaan
AYyTOCOMHO-pPeLeCCUBHAA MO3XKEeUYKOBas aTaKkcua ¢ roN0BHOr0 U CMMHHOrO MO3ra U CNAaCcTUYHOCTbIO HOT Y
284289 14 Chyyaun
[ae6ioTom y B3pocabIX 356978 |D,L-2-rugpokcurnyrapoBas aumaypus 13 Cnyuam
284139 |NapceH-noao6HbI cuHapom, Tun B3GAT3 14 Cayuam IMo3anuyHas NOAHOreHOMHas OTLLOBCKas
2789 CuHApPOM naTtepanbHOro MeHuHrouene 14 Cnyyau 329813 logHOpOAMTENbCKan gnucomua 13 Cayuan
2719 CuHApOM oKynouepebpanbHOI rMNoNUrMmeHTaLum, 14 Cryuam CUHAPOM TAXKENOrO OXKMPEHUA C PaHHUM
Tun Kpocca 329249 [HayanoOM-UHCYIMHOPE3UCTEHTHOCTU BCaeacTBne 13 Chyuau
261323 |MukpoaeneumuoHHbI cuHapom 21922.11g22.12 |14 Cayyam HepocTatouHocTn SH2B1
CUHAPOM rMNo- U TMNEPMENAHOTUHECKNX KOXKHBIX CMHAPOM Nlyye-Nae4YeBoro CMHOCTO3a-
o 3268 13 Chyyaun
2435 |MaKyn-oTCTaBaHUA B POCTE-UHTENIEKTYa/IbHOWU 14 Cnhyyaun Mmukpouedanun-ckonnosa
HeA0CTaTOYHOCTH X-cuenneHHasa meHaenupytowan
238750 |MuKpoaeneumnoHHbIi cuigpom 4q21 14 Chyyamn 319605 |[npeApacnoNoXKeHHOCTb K MUKoB6aKTepuanbHbim |13 Cayyamn
2378 |CuHppom JlopuHa-CaHapoBa 14 Chyyaun 3a6onesaHmam
199351 |AucTOHMA-NaPKUHCOHMU3M B3POCNOro Bo3pacra 14 Cnyyau MeHpenupytowasn npeapacnonoXeHHOCTb K
1791 |PponTodaumonasanbHan aucnnasus 14 Cayuan 319547 |mukobakTepuanbHbim 3abonesaHnam scneacteme (13 Cayyam
168796 |[CuHApOMm pyKa-cepaue, CI0BEHCKUIA TUN 14 Chyyaun nonHoro Aeduumra IFN-ramma R2
1516 |YepenHo-nuueBoi AUCCUHOCTO3 14 Chyyaun 313936 |PENS cuippom 13 Cnyuan
139578 MyTuamnpyiowan HacneACTBEHHAA CEHCOpPHan 14 Cayuam 3097 _|Cunapom Muuema 13 Cnyuau
HeliponaTuA co cnacTUYecKkol napanaervei v CMHAPOM BPOXAEHHOTO Hac/NeACTBEHHOTO
NetanbHbli CUHAPOM BPOYKAEHHBIX KOHTPAKTYP 306530 |napanuua nuueBoro Hepsa-BapuabenbHoM 13 Cnyuyau
137783 run 3 14 Cnyyan ryroyxoctu
1193 |Cunapom ATkuHa-®neitya 14 Cryuan 3042 CuHapom yMCTBemioﬁ OTC'I"'aIIOCTM-KaTapaKTbI- 13 Cryuan
96055 [Terpacomnn 21 13 Cayaan KaNnbLMHWUPOBAHHOM YLUHOW PaKOBUHbI-MUONATUN
939 3-ruapoKcumsomacnsHan auuaypus 13 Cnyyan 293958 CuHApom rvmeptenopusma-npeaypukynﬂpuoro 13 Cnyyan
cMHYca-ToueYHOW AMKU-TNYXOTbI
85174 |McespopmacTpoduyeckan amcnnasma 13 Chyyau -
ToueuHan NaORHO-MOAOLIBERRAR REPATOREPMIR 284160 |MukpopeneumnoHHbIn cuHapom 8q21.11 13 Chyyaun
nap -noa, ToAepm = = = =
79502 13 Cnyyan
rn 2 y 280406 CemeliHbli c-r(ipou,qpeauuefmbm He:bpomuecuuu 13 Cryuan
79478 |Cunpgpom MNpusennm tun 3 13 Cnyyau CMHAPOM € HENPOCSHCORHOM TYNITOM
BpoXAeHHOe HapyLueHne rMUKO3UINPOoBaHUA 2319 [Cunapom K06epra-Xaiisapaa 13 Cny-an
m n
79329 MpGATpé-CDG Py P 13 Cnyyan HenpuobpeTteHHas KOM6MHUpPOBaHHaA
HeA,0CTaTOYHOCTb FOPMOHOB runodusa-
69739 |ATabacKcKkuit cMHAPOM AUCreHe3uu cTBosa mosra |13 Cayuau 231720 A P M . 13 Cnyyam
ceHCOHeBpanbHaA TYroyxocTb-aHoManui
66631 |CuHpgpom CEDNIK 13 Chyyau NO3BOHOMHMKA
556085 | 2HHAA KanbunduuMpylowan 13 Cyuan 1788  |Akponuuesoii gusoctos, Tn Poapurec 13 Cayuamn
neiikosHuepanonaTua-gucnnasma ckenera
— CMHAPOM OCTEOCK/NIepO3a-3aepPXKKU pasBUTUA-
542657 |M3onmposaHHbIli rMNepxaopruapos 13 Cnyuan 178377 KPaHMOCHHOCTO3a 13 Cnyyan
538963 Ko'“““"”;_?""““ MMMYHOACBULMT BereACTBME 13 Cnyuyam 171612 AYTOCOMHO-A0MMHaHTHaA cnacTuyecKas 13 Cryuam
AeduymTa napannerus tun 37
AYTOCOMHO-peLeccHBHan netanbHasn 168549 |OceBas cnoHannomerapusapHan gucnnasus 13 Cayuan
538096 |HeoHaTanbHaA aKCOHa/bHasA CEHCOMOTOPHaA 13 Cnyyan >
o eliponaThs 1435 MuKpoaeneuMoHHbIW cuHgpom Xq21 13 Cnhyyau
nosnvHeliponaTu
P 140969 |Cunapom CanauHo-MaitHuepa 13 Cnhyyau
50945 |/NletanbHas xoHgpoaucnnasua bahomcrpaHaa 13 Chyyau
PMP2-acco osanman 6oneans LaoKko-Ma 101102 |bonesHb Lapko-Mapu-Tyra tun 2H 13 Cnyyau
- nmn HH Ne3Hb KO-| n-
476394 Tyra Tan 1 uunp P P 13 Cnyyan 99672 [3yb6o-HorteBoii cuHgpom Ppuaa 12 Cnyyan
98772 |CnuHouepebennspHas atakcua Tun 19/22 12 Chyyau
476102 HacnepcrBeHHan bexuet-nogo6Han 6onesHb y 13 Cryuan v
netei 96186 a'repvmcxa; (())AHOpOAVITeanKaiI Ancomua 12 Cryuan
466934 |VPS11-accouumpoBaHHaA ayTOCOMHO-peLeccuBHas |13 Cayvan XPOMOCOMBI
85320 |X-cuensneHHbIli CUHAPOM YMCTBEHHO oTcTanoctn- |12 Cayvamn
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Koiunyecteo

Koun4yecTso

‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
Mmakpouedanumn-makpoopxmamsma NUrmeHTHOro peTuHuUTa
844 CuHapom JlayHa-TaHOHra-/leBaitHa 12 Chyyaun 1555 CMHAPOM CKNaa4aTo NaxuaepmMmun-4epHoro 12 Coyuan
Bpo’kAeHHOE HapyLlleHWe IMKO3UAUPOBaHUA [@KaHTO33-KPaHUOCUHOCTO3a
79328 ALG9-CDG 12 Cnyuan 1487 |Cunppom Kyka 12 Chyyaun
59303 CUHAPOM HEOHATa/IbHOro UXTUO3a- 12 Cryuan 1473 YBeanbHana konoboma-pacuiennHa rybbl u HéEba- 12 Cryuan
CKneposupytolero xonaHrura ymcTBeHHasn otcranoctb
508533 CuHApOM aucnnasum ckeneta-T-KAeTOUHOro 12 Cryuam 1458 |Cunppom CODAS 12 Chyyaun
MMMyHOAedULMTA-3a4ePIKKU Pa3BUTUA 141148 |FemundaumnanbHas mrmormnepniasusa 12 Chyyaun
CUHAPOM CYA0pOr aHOManNuii ANUCTaNbHbIX 1179 lo6poKkauecTBeHHOE AETCKOe NapOoKCU3MabHOe 12 C
505237 |KoHeuHoCTeit-nuueBoro gucmopdpusma-obuyeit 12 Cnyyau roHMuecKoe 3aKaTbiBaHMe r1a3 € aTakeueit nyuan
3a/,ep*KKU Pa3sBUTMA C PAHHUM Ha4yalIoM CMHAPOM anoneuymmu-anMnencuu-Nnopen-
CuHApom Kndockonosa-natepanbHoit atpodpun 1008 MCTBEHHOi OTCTaNIOCTH 12 Cnyuam
496689 S " 12 Cnyuam Y!
A3blKa-HacNeACTBEHHOI CNAaCcTMYECKOW napanaerum AYTOCOMHO-OMMHAHTHas NPOMEXKYTOUHASA
100046 12 Chyyau
459033 |Atakcua-oKyNOMOTOpHaA anpakcua Tun 4 12 Cnyyan 60ne3Hb LLlapko-Mapu-Tyta Tvn D
442582 |AH amunonpo3 12 Chyyaun
A Y 98912 jAucTanbHas mMonaTma ¢ No3aHum aebrotom, TMn 11 Coyuan
437572 MYH7-accounmpoBaHHan ckanysonepoHeasnbHas 12 Cryuam Mapkec6epu-Tpurrca
MbiLIEYHan AUCTPODUA C NO3AHMM HayasoM 96172 |CuHApPOM KONbLLEBOW XPOMOCOMBI 3 11 Chyyaun
420573 TAXenbli KOM6MHUPOBaHHbIN UMMYHOAePULUT 12 Cryuam MoBbILWEHHAR FMNEP3AACTUUHOCTD KOXM
Bcneacrsue aeduuymrta CTPS1 91135 [sBcneacTBMe HeAOCTaTOUHOCTM BUTaMMH K- 11 Cayyan
PRKAR1B-accouumpoBaHHas 3aBucumoro ¢pakTopa ceepTbiBaHUA
412066 ([HeiipopereHepaTMBHas AemeHLUA C 12 Cnyuam 91132 |Cunapom uxTHO3a-rMnoTpUxosa 11 Cayyan
290""9"‘\’70““"""'” dunamenTamu 85336 X-cuenneHHblii HelipoaereHepaTUBHbIN CUHAPOM, 11 Cayuan
MHAPOM rMNOrMApPO3a-runonaasum smanu- [tun Famens
363523 |napOHHO-NOAOWBEHHOM KepaToaepmu- 12 Cnyuan CuHApPOM neiikosHuedanonaTUm-
MCTBEHHOI OTCTaNoCTy 83629 Ap ued i 11 Cnyuaun
y! cnonaunomeradusapHoii gucnnasum
314585 |CuHApom ype3smepHoro pocrta 15q 12 Chyyaun
- 79324 BpoXxAeHHOe HapyLlueHue rMUKO3MAUPOBaHUA 11 Cryuam
OpTUKaNbHaA AUcreHesuns ¢ ALG12-CDG
300570 [noHTouepebennapHoit runonnasuent scneactene B |12 Cnyyamn 79076 [OBeHMAbHbBIN NOAMNO3 MAaAeHYEeCTBa 11 Cayuamn
rene TUBB3 572798 WARS2-accounmnpoBaHHblii KOM6UHMPOBAHHbIA 11 Cavuan
300547 AYTOCOMHO-peLieccBHan MaaaeH eckas 12 Cyuan [nedeKT okucamTenbHoro pocpopunmposanms v
runepkanbumnemnn 569816 CELSR1-accouuvpoBaHHas nepsuyHan anmeeaema 11 Coyuan
2935  |CKpeLwieHHasa NONNCMHAAKTUANA 12 Cnyuan c no3aHMM Hauanom
2919  |OpodaumoaurutanbHblvi CUHAPOM, TUN 5 12 Cayuam 555407 |Oeduuut snumepasbl NAD(P)HX 11 Cayuan
284460 |Octpas KonbueBUAHAA HapyXXHaA peTMHoONaTUA 12 Chyyamn CMHAPOM MNAAEHYECKON FMMNOTOHUU-
280620 MporpeccupyloLLan MMOKNOHUYECKaA anunencus 12 Cayuan 522077 |[[1330ABHraTeNbHBIX aHomanm:— 11 Cayuan
TN 6 rMNepKUHETUYECKUX ABUNKEHUA-3aePHKKN
CUHApPOM peLeccMBHOW YMCTBEHHOM OTCTaNOCTU- pasBuTna
280384 BUraTeNbHOWU ANCHYHKLUU-MHOMKECTBEHHbIX 12 Chyyaun - 7] i
A ANCHYHKLY y 521450 LAMADS-accouMMpoBaHHbIii MyNbTUCUCTEMHbIN 11 Cryuam
KOHTPAKTYp CyCTaBoB cuHApom
2662 |CuHapom Keiinepra 12 Cnyyan - -
AP p _ Yy 521406 CMHAPOM AUCTOHMM-NAPKUHCOHU3MA 11 Cryuam
2579 CUHAPOM MbILLEYHO aTpodUmn-aTaKCn- 12 Cryuan rMnepmaHraHesemumn
NUIMEHTHOrO peTMHUTa-caxapHoro anabera 521308 CMHApPOM NO6HO-HOCOBO AUCNNA3UU-PaA3ABOEHUA 11 Cavuam
CuHapom Temnna B CBA3KU C TMNOMETUAMPOBaHMEM HOCa M aHOManMii BEPXHUX KOHEeYHOCTel v
254531 " 12 Cnyyan -
14¢32.2 Ha OTLOBCKOW XpOMOCoMme 506307 |Cunapom Ctpémma 11 Cnyyan
ICUHAPOM 10BEHUIbHOMW KaTapaKTbl-MUKPOKOPHUU- -
247794 AP " p PoKop 12 Cayuan 477749 AyTOCOMHO! p,omunam?aﬂ MMUKpOaHrnonaTma c 11 Coyuan
No4YeYHOW rNIOKO3ypun )9HUedanonaTmeli mocra mosra
|AomuHaHTHaA runodocdatemusn ¢ HepponuTmasom /AyTOCOMHO-peLeccMBHan cnactTMyecKas
244305 12 C
Mnu octeonoposom ydan 468661 napannerus Tun 74 11 Cayuan
naykoma BTOPMYHaA NO OTHOLIEHUIO K CMHAPOM OCTPOI MNAAEHYECKOW NEYEeHOYHOM
238763 [cdepodakmmn/skTonum xpycranmka m 12 Cnyyan 464724 |HepOCTAaTOMHOCTM, aCCOLUMPOBAHHON C 11 Cnyyan
meranokopHes nnxopaakoii
2224 |rwneptpuntodaHemus 12 Cayyam HeoHaTanbHasa sHUepanommonaTma-
217377 |MuKpoAynaMKaLMOHHbIN cuHapom Xpl11.22p11.23 |12 Cayuaun 457185 [kapguMomuonaTua-pecnupaTopHbIi gucrTpecc- 11 Cnyuyamn
217346 |MukpoaeneuUoHHbI cuHapom 19q13.11 12 Cnyyan cMHApoM
210571 |AuctoHua 16 12 Cnyyam CUHAPOM KOTHUTUBHBIX HapyLLeHUA-rpy6bbIix uepT
[Mo6pokauecTBeHHan HOYHas anbTepHUPYOLARA 444077 |nMuUa-NOPOKOB CEPALA-0XKUPEHUA-NOPANKEHUA 11 Chyyau
209973 | 0 annerns y pereii 12 Cny4aun nerkux-HU3KOpOCNOCTU-CKIETHOM AUCTNA3MM
199340 |MbiweyHan guctpodus, TMN 3enbyeHa 12 Cnyyan 444051 |MukpoAeneunoHHbIii cuiapom 20q11.2 11 Cnyuaun
1784 |AKpon06Honuqesouaaanbublﬁ BU30CTO3 12 Cnyuan 444013 Kom61HUPOBaHHbIN AedeKT okucanTenbHOro 11 Cayuam
171829 |MMKpop,ene|.|,u0HHb|i4'| cMHAapom 6q16 12 Chyyau bocpopunuposarms tin 23
166035 |Cqu,pom 6paxnAaKTUAUN-HU3KOPOCIOCTH- 12 Cayuam 443988 |[BeHTpUKy/nOMeranna-noaMKUCTo3Has 6ones3Hb 11 Cny4yaun
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
noyek 93599 [MepBuuyHas runepoKcanypmsa tun 2 10 Cnyyan
397937 |MwuonaTtua c NOANINIOKO3aHOBbIMM Tenbuamu Tun 111 Cayyam 93406 [CuHpaKkTMAMA TMN 5 10 Cnyyan
352712 CuHAapom nuuesoro gucmopdusma- 11 Cryuam 93398 |lfeHoxoHApomaTtos3 Tvn 2 10 Chyyaun
MMMyHOAEdULMTA-IMBEA0-HU3KOPOCIOCTU 93347 |AHOKceTUyecKaa aucnaasma 10 Chyyaun
DNM1L-accoumnmnpoBaHHas sHuedanonaTma 916 Cunapom Aase-Cmuta 10 Cnyyamn
330050 [scneacteue pedeKTa pasgeneHna MUTOXOHAPWI n |11 Cayyam 90398 NloKanN30BaHHbIN MUKCeAeMaTO3HbINM Auwaii co 10 Crvaan
nepokcucom cMeLaHHbIMKU NpU3HaKamMy pasHbIX NOATUNOB v
319189 |CemeiiHblii KOPTMKa/bHbI MUOKIOHYC 11 Cnyyam 86918 CuHapom anddysHOIi nanbMonnaHTapHbIi 10c
313884 |MukpoaeneymuoHHbI cuHapom 12p12.1 11 Chyyamn KepaToaepmbl-aKpoLMaHo3a f1yHan
313855 |FGFR2-reIated bent bone dysplasia 11 Cnyyam X-cuenneHHbI CUHAPOM YMCTBEHHOM OTCTaNoCTH-
313850 MnageHuecKasn uepebennsapHo-peTuHanbHas 11 Cryuam 85329 [rMnoToHUKM-nnUeBoro aucmopdusma-arpeccusHoro|10 Cnyyan
lpereHepauna noseaeHua
300293 TpaH3MTOpHaA MnapeHYecKan 11 Cryuam 85274 CuHapomanbHana X-cuenneHHas yMmcTBeHHan 10 Cryuam
runepTpuranuepuaeMma U renatocreartos loTcTanoctb 7
2987 |CMHApOM aHTEKybuUTanbHOro NnTepuruyma 11 Cnhyyamn 85163 CMHAPOM rMNOMUENIMHU3ALUU-BPOKACHHOM 10 Cryuam
2959 CUHAPOM NPOrepPUN-HU3KOPOCAOCTU-MUFMEHTHBIX 11 Cavuan KaTapakKTbl
HeBycoB Y 79503 |Uraunctbit nxtmos Kypra-MakauHa 10 Chyyaun
2854 |CuHppom PypmaHHa 11 Cnyyau 79281 HepocratouHocTb anbga-N- 10 Cryuam
2832 CUHAPOM KOPOTKOI NpeantoCHbI-OTCYTCTBUA 11 Cavuan aueTunranakrosammHuaasol Tun 3
HUXHUX pecHUL, v 79280 HepocraTtouHocTb anbda-N- 10 Cayuam
280553 datanbHan mnageHYecKas runepToHuyeckas 11 Cavuan aueTunranakrosammHuaasbl TMn 2
munodpubpunnapHas mmonatus v 79279 HepocraTtouHocTb anbda-N- 10 Cryuan
261349 |MuKpoaeneumnoHHbI cuHgpom 2p15p16.1 11 Chyyamn auetunranakrosammHnaasol Tin 1
- - PPARG-accouMmMpoBaHHasA cemeiiHasa YacTU4Han
238755 AYTOCOMHO-AOMMWUHAHTHaA NOACHO-KOHEYHOCTHAaA 11 Coyuan 79083 uump 10 Cyuan
MbilweyHana guctpodusa tun 1H nunogucrpodpusa
238744 |CuHAPOM MONOYHOI ¥Kenesbl-NanbLeB-HorTeun 11 Chyyaun IMnepuHCyNMHU3M BCneACcTBUE HEOCTAaTOUHOCTH
2329 |[cunapom Kapuwa-Hayraii6epa 11 Cnyuamn 71212 |kopoTKouenouyeyHoW 3-ruapokcunaunn-KoA- 10 Cnyuan
AYyTOCOMHO-AOMWHAHTHaA CTpUaTHaA ACTMApOoreHasl
228169 HelipogereHepauus 11 Cyuan PIEZO1-accoLumMpoBaHHasn reHepanusoBaHHas
2253 CuHApPOM doBeanbHOI rMNONAa3UM-NPeceHUABHOI 11 Cryuan 568062 nMMd)aTM:IECKaﬂ AnCNNasnAa ¢ HEMMMYHHOM 10 Chyyaun
BoAsAHKOM nnoga
KaTapaKTbl
221120 |MceBAOAMMHONTEPUHOBbBIN CUHAPOM 11 Chyyamn C1HApOM B-KneTouHOro MMMyHOAeDULMTA-
= 567502 [aHOManMM KOHEYHOCTeli-yporeHuTabHON 10 Cnyuyau
KoM6MHUPOBaHHbI UMMYyHOAEDULMT BCaeacTBUE
217390 HegocTaTouHOCTM DOCKS 11 Chyuau manbdopmanmm
2163 CuHApOM ronionpo3sHuedanun-KpaHmocmHocrosa |11 Cayyam 562560 :mmit:;:gL;:):?)?(Za:e:::::}:ﬂ:?:ro 10 Cryuan
CUHAPOM TOTaNbHOWU NEUKOHUXUU-NOPANKEHUIA,
210133 CXOAHbIX C YePHbIM aKAHTO30M-aHOMa/IbHbIX BONOC 11 Cnyuan ANCMOPPUIMA-3aACPIKKY PA3BUTUA
A P — — 531151 |MukpoaeneumnoHHbIi cuiapom 9¢21.13 10 Chyyau
2016 |CuHapom pacwenuHbl HEGa-natepanbHoii cuHexuu |11 Cayyan CMMAPOM 3aAEpIKKI PasBUTIR HEPBHON CHCTEME!
257 CuHapom manobepuosoii aumenun-aunnonoann |11 Cnyyan 529665 |[cypopor-odpTanbmonoruyeckmx aHomanmii- 10 Chyyau
168624 :\:I‘I""AWM cemeliHoii ckapouedanmuu, un 11 Cayuan ocTeoneHnn-aTpodun moseuka
aKMMANMBPU CuHapom mukpouedanumn-anuesoro
168588 lvnepanaporelus BcneacTBue HepoCTaTOuHOCTH | | Cnyuau 521445 |aucmopdusma-raasHbix aHOManmii- 10 Cnyyan
KOPTU3OHPEAyKTasb! MHOXXEeCTBEHHbIX BPOXKAEHHbIX NOPOKOB PasBUTUA
166282 [CemeliHblit cuHapom cnaboctn cuHycoBoro y3na |11 Cayuam 506358 |CuHapom la6puans-ae Gpuza 10 Cryuan
166272 [OponToxoHApoAucnaasua 11 Cnyuan 495274 |bonesHb LLapko-Mapwm-Tyta tvn 2T 10 Chyyau
1660 |flepmooporToancnasua 11 Cnyuamn 494344 CuHapom RERE-accouMMpoBaHHOro HapyLUueHUA 10 Cavuan
1497 ﬁ;::::::::zi:;:om"e""a" AucreHesus 11 Cayuan [Pa3BUTUA HEPBHO cUCTEMBI i
BpoXXAeHHOe HapylueHue rMUKO3MAUPOoBaHUA
CuHAPOM AedeKTa MexXnpeacepAHON 468699 | 'O oy : 10 Cyuan
SLC39A8-CDG
1479 |neperopopKu-HapylleHUA aTPMOBEHTPUKYAAPHOWU |11 Chyuam (CUHAPOM NMLLEBOTO AUCMOPdU3MA-3a8ePHKN
nposoAumMocTH 466950 |passuTHa-noBepeHueckux HapylweHuit Bcnepcteme (10 Cayuan
1031 [9mane-peHanbHblV CUHAPOM 11 Cnyuan roueuHol MyTaumm B rene WAC
99807 _ [PEHO-nopo6HbIi cuiapom 10 Cny4aun 466926 |Cunapom cypopor-ckonmosa-makpouedanuu 10 Cnyuau
99329 |CuHapom 48,XYYY 10 Cayuam 464443 Bpo)KaeHHOe HapyLeHne FUKO3MAMPoBaHNA 10¢C
97340 [KpanuocuHocTos XanTepa-Makanbnuna 10 Cnyuamn COG6-CGD NyHan
97240 |MwuonaTtua c HakonneHuem 3ebpa-teney, 10 Cnyyan CMHAPOMHapYLUEHMe Pa3BUTMA HEPBHOMN CUCTEMDI-
968 AKpome3somennyeckan gucnnasua, Tun XaHtepa- 10 Cavuam 453504 |uepenHo-nuueBoro aucmopduama-nopoka cepaua-|10 Cnyuamn
TomncoHa i aHOManwuii ckesneta BCneacTBMe TOYEYHOM MyTaLmuu
96178 |CMHApPOM KONbLEeBOM Xpomocombl 16 10 Cnhyyau 439854 [daTanbHanA BpoXKAEeHHaA runepTpodpuueckas 10 Cryuam
958 AKpPO-MOYeUYHO-HUXKHEYENIOCTHOW CUHAPOM 10 Cnyyau kapauomuonaTua BcneacTsmne 6onesHn
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KoNuuecTso
cnyyaes

HaKON/NIEHUA FNMKOreHa CMHApPOManbHOE MY/IbTUCUCTEMHOE
" 228426 [ayTommmyHHOe 3abonesaHue, Bbi3BaHHOE 10 Cayyam
420789 AyTOMMMYHHas sHUedanonaTma c napacomHuei u 10 Coyuan Y y y
06CTPYKTUBHBIM anHO3 CHa HepocTaTOYHOCTDBIO Itch
FeHTUHITOH-NOA06HbIN CMHAPOM BCneacTBUe CUHAPOM rMNONNAa3NK NOAXKENYA0HHON Kenesbl-
2255 10 Cnyyan
401901 |, namcwmii & rewe C9ORF72 10 Cnyuan AnabeTa-BpoMaEHHDIX NOPOKOB cepALa v
- 220465 [Cunpapom JlapoHa ¢ UMMyHoAepUUUTOM 10 Cnyyan
399081 KLHL9-accounnpoBaHHaa auctanbHas myonaTtusa ¢ 10 Cryuam Ap p yHogeduy, y
PaHHMM Havyanom 217335 |Cunpgpom RIN2 10 Chyyaun
39 AKpOMEI:aHOf _ 10 Cnyyan 210144 leTanbHbIi cqup,pom MHOXeCTBEHHbIX 10 Cayuan
363400 TAXKeNbIW HepoaereHepaTUBHLIN CUHAPOM C 10 Cryuau Mmanbdopmaumii, TMn Byaccens
[nunoaucrpodumei v 2072 bonesHb lNowe, Tmn 3C 10 Cnyyan
352737 YyBCTBUTENbHDbIN K TemnepaType rnasoKoXKHbIi 10 Coyuan 2047 CuHapom ¢nuHHa-9Mpp,a' 10 Cnyyan
anb6uHmsm TMn 1 2008 |AkpokapauodaumanbHbI CUHAPOM 10 Cnyyan
MWUHMMANbHO NUTMEHTHBbI FNa30KOMXKHbIA KoM6MHUPOBaHHbII MMYHOAeDUUUT BCreacTeue
352734 10 Cnyyan 169090 10 C
anb6unmsm Tin 1 Y 909 lancyHKumm CRAC-KaHana 0 Cnyuam
AYyTOCOMHO-peLLecCUBHasA MO3XKeYKOoBasA aTaKCuaA co 1 Hel i 7]
352641 Y pey, 10 Cayuan 168486 BpoXXAEHHbI HeipPOHaNbHbIW LLeponAHbIN 10 Coyuan
cnacTMYHOCTbIO C NO3AHMM HaYanom nunodycumHos
35107 |Aecmocreponos 10 Cnyuan 166073 |MoHTouepebennspHas runonnasus Tun 6 10 Cayuan
3469 |CuHppom XK anpocaHuedanum 10 Chyyamn -
Ap P ued. y 163966 X-cuenneHHaa AOMUHAHTHAA XOHApPOAUCNAA3UA, 10 Cryuam
3439 |CuHppom ¢oH Pocca-YepcrBoro 10 Chyyaun [Tun YacceHa-/lakomba
33574 |HepocTaTO4MHOCTb rAyTamaTt-UUCTEUH AUrasbl 10 Cny4yau 1627 |Oeneumun 5q35 10 Cny4yau
3317 Aucnnasua rpyaHoN KNeTKU-roptaHu-Tasa 10 Cnyuyau CuHApOM X-cuenneHHOoM YMCTBEHHOM OTCTaNoCcTu-
i 1568 |aHomanuu fleHau-Yokepa-60ne3Hun 6asanbHbIx 10 Chyuaun
329228 MepBUYHaAA KapIMKOBOCTb C MUKpoLuedanuei 10 Coyuan fAenp p y
Bcneacreune aedpuunta ZNF335 raHranes-cyaopor
3259 |CMHAPOM CMHAAKTUAMU-NONUAAKTUANMN-MOUKK yXa |10 Chyyan 1471 CMHAPOM KON060MbI MaKyna-6paxupakTuaum TMn 10 Cyuan
AYyTOCOMHO-peL,ecCUBHAA BPOXKAEHHaA B
324262 |mo3KeuKoBas aTakcua BCcneacTeue geduumrta 10 Cnyuau 1443 |CuHApPOM KObLeBOW XpOMOCOMbI 19 10 Cnyuan
MGLUR1 1439 CMHAPOM KONbL,EeBOM Xpomocombl 12 10 Cny4yau
319671 MepBUYHAA Kap/IMKOBOCTb C MUKpoLedanmen, Tun 10 Cayuam 1426 |Aucnnasua MNpuHbepra . 10 Chyyau
Anasamu 141007 |OpodaumnoauruTanbHblii CUHAPOM TUN 9 10 Chyyau
CMHAPOM CErMEHTAapHOrO NPOrpeccMpytoLero 139426 |MepuopanbHaa MMOKNOHUA ¢ abcaHcamm 10 Cny4yau
314662 [upeamepHOro pocta ¢ GUbPO3HO-}KUPOBOI 10 Cnyuyau
| 139406 DHuedanonatua scneacremne aedpuumrta 10 Cayuam
runepnnasunen npocano3uHa
313906 |BpoxAeHHas KUCTa NOAXKEeNYyA04HON Kenesbl 10 Cnhyyamn 1336  |cCuHApom runepkepatosa-runepnurmeHTaLum 10 Cayuan
309246 |GM2 raHrnnosnpo3, BapuaHt AB 10 Chyuau 1313 CMHAPOM M1aZiEHYECKOI XOpronaoLepebpanbHoi 10 Cryuan
3032 NPHP3-accoumpoBaHHbIi1 MeKKkenb-noao6HbIi 10 Cyuam Kanbundukaymm
cMHApOM 1263 |Amucnnasua no Tuny 6ymepawra 10 Cnyyan
3023 CuHapom a'rpssuu HaPViKHOTO C/lyxoBOro NpoxoAa-|, Cnyuam CMHAPOM MO3)KeUKOoBOI1 aTaKcumn-apedneKcum-
BEPTMKa/NIbHOW TapaHHOW KOCTU-rMNepTenopusma 1171  |nonbix cton-aTpodun 3pUTeNbHbIX HEPBOB- 10 Cnyyan
294016 CMHApOM Mquou,ed)anuu-KanunnﬂpHou 10 Cnyuau HEeMpoCceHCOPHOU TYroyxocTu
Manbdopmaumu CMHAPOM BPOXKAEHHOTO MHOXECTBEHHOro
H 1150 10 Chyyau
2880 epocTaToyHOCTb pochoeHoNnupysaTt 10 Cryuan apTporpunosa-ceucrawero aMua
Kap6OKCUKUHA3bI 101111 [CnuHouepebennapHas atakcua Tmn 25 10 Cnyuam
284227 |Cunapom TEMPI 10 Cnyyan -
101007 [AyTOCOMHO-peLLeccUBHanA cnacTuyeckas 10 Cryuam
2839 Taso-nneuyeBas gucnnasmsa 10 Chyuau napannerua tun 27
n 7] i 7] - -
280794 CEBAOKCAaHTOMATO3HbIW AN PY3HDIN KOXKHDbI 10 Cayuan 1010 IAYyTOCOMHO-A0MMWHaHTHaA NaA0HHO-NOAOLLBEHHaA 10 Coyuan
macTouuTo3 KepaToaepmua U BPOXKAEHHAA anoneums
S e s W Il e 10 Cayan
276280 AP P 10 Cayuan P
lAnomartosa 99014 |X-cuenneHHas 6one3Hb LWapko-Mapu-Tytatun 5 |9 Cayuau
F'MnepocToTMyecKasa KapaMKoBoCTb JleHua- ]
2658 p P L, 10 Cayuan 04124 CanouepernnﬂpHaﬂ aTaKCKUA € aKCOHaNbHOM 9 Cryuan
MaeBcKoro HeiiponaTtueii Tun 1
263482 |CnonaunosanudusapHana gucnnasua, Tun Maporo |10 Cayuaun 93952 X-cuenneHHas yMCTBEHHaA OTCTaNoCTb, TMN oc
nyyau
263458 FMNepuHCYIMHU3M BCeACTBUE HEAOCTaTOYHOCTU 10 Cryuam Xepepbi
INSR CnoHaunometadusapHan gucnnasus, Tun
= = 93317 9 Chyyaun
2590 CUHAPOM CNUHANbHOWM MbiLEYHO aTpodumn- 10 Cryuam CeparaTtbsiHa
nporpeccupytoLieit MMOKNOHUYECKOoM annnencum X-cuenneHHbl CUHAPOM YMCTBEHHOM OTCTaNIOCTU-
" 85338 9 Chyyaun
254504 |[WHranAuMoHHbIN 60TyAN3M 10 Chyyau aTakcum-anpakcum
254411 [AHHynApHbIY aTpoduueckuin KN 10 Chyyau 85286 |X-cuenneHHas ymcTBeHHas orcranoctb, Tun lWawwu |9 Cayyau
2496 CMHAPOM Me30MeNIMnU-CUHOCTO30B 10 Cnyuyau 85199 CMHAPOM KPaHUOCMHTOTO3a-aHa/IbHbIX aHOMaNUi- 9 Cryuan
MporpeccupyloLmii cynpaHyKaeapHblii napanuy- nopokeparosa
240112 " " 10 Chyuau
cMHApOM nporpeccupyoLeit Hebernoi apasmmn 83619 |CMHAPOM MaKpPOCTOMUU-NPEAYPUKYNAPHbIX 9 Chyyam
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
BbIPOCTOB-HapPYKHOW opTanbmonnermmn mukpogeneumeit 149q32.2
79405 MorpaHWYHbI MHBEPCHbI 6ynnesHbIi 9 Cryuam CMHAPOM MUKPOO(TaNbMUN-NUTMEHTHOTO
anuaepmonus 251279 |peTuHuTa-poBeoLIU3nCa-APY30B AUCKA 9 Cnhyuam
3puTenbHoro Hepsa
79322 BpoXAeHHOe HapylueHne rMUKO3UINpoBaHUA 9 Cryuam P P _
DPM1-CDG 231531 CuHapom FepmaHcKoro-lyanaka, o6ycnosneHHbIi 9 Cayuan
505208 [3-meTunrnyrakoHoBas aungypus, Tun 8 9 Cnyuan HepocTaTouHoCTbio BLOC-1
CUHAPOM MUTOXOHAPMANBHOM MUONaTUK- 231154 Kom61HMpoBaHHbIi tMMyHoAedULUT BCheacTBUE 9 Crvuan
502423 MO3)KEeYKOBOI aTaKCUM-MUTMEHTHOTO PETUHUTA O Cnyuan uacTuuHoro Aepuumrta RAG1 Y
CuHAPOM cemeiiHOl Nporpeccupyoweit [TAXKeNbI KOMBUMHUPOBaHHBIN UMMYHOAEeDULUT
. 228003 9 Cnyuan
488197 |auctpodum ceTuaTKM-KONO6OMbI PpagyIKHON 9 Cnyuam Bcneactsue geduunra CORO1A
:60no-|KM-Bpo>|<.quHo;| KaTapaKTbl 2213 ﬁ::,:pom rMnepTeNopusMa-MmUKPOTUK-PaCLLLENUHDI 9 Cnyuam
480851 M:;ﬁ:.?zzrpom ORS¢ pari 9 Cnyuam HacnepcrBeHHas ckneposupytowas
P _ 221039 [ ocTeA po3upytoL 9 Cnyuan
477814 CuHAapom nporpeccupyioLleit Mukpouedannn- 9 Cayuan noiikunoaepmus, Tun Bepu
CY,0pOr-KOpKOBOW CNENOTbI-3aAEPHKKU Pa3BUTUA v [AyTOCOMHO-peLeccMBHan cnactuyeckas
209951 9 Cnhyuam
KeToaumpos Bcneactene aeduuuta TpaHcnoprepa napannerna tun 18
438075 9 Cnyuam = =
IMoHOKap6oKcunara-1 [TAXKeNbIt KOMBUMHUPOBaHHBIN UMMYHOAEeDULUT
169095 9 Cnyuamn
STING-accouMmnpoBaHHaA BaCKy/ionaTusa ¢ Bcneacteune aedpuumra FOXN1
425120 9 Chyyamn
IMnageH4YecKUm Havanom HapyweHue popmuposanunsa nona 46,XY-
420561 |CuHppom Temnna-bapaiiuepa 9 Cnyuan 168558 |HapnoyeyHUKOBaA HeAOCTaTOYHOCTb Beneacteme |9 Chyyau
lnepuumnra CYP11A1
401945 :3: e::TZM0ﬂM°ﬂ ¢ AeGiorom axanasiiu & ATcrom 9 Cnyuan X-cuenneHHaa ymcTBEHHaA OTCTaNOCTb-KpaHUO-
p 163979 - 9 Cnyuamn
397787 Ts)KeNblii KOMBUMHMPOBAHHbIN UMMYHOAEDULUT 9 Crvaan baumo-ckeneTHbIN cUHAPOM
BCnepcTBue HegocTatouHocTy IKK2 Y 1553  |Cunapom Kappu-[koHca 9 Cnyuyam
i i i 1512 |CuHppom KpeiiHa-Xaiize 9 Cnyuyam
397750 I'Iepuop.ujecxru napantw C no3aHel AncTanbHOMN 9 Cnyuam AP P y
IMoTOpHOI HeliponaTtueit 140936 |[CuHapom Jlenuca 9 Cnyuamn
397612 |[CuHapom makpouedanun-ageprku passutua 9 Cnyyvam 137628 |CuHApPOM cepAeyHbIX aHOMaNU-reTepoTakcm 9 Cnyuamn
370927 BpoXAeHHOe HapylueHne rMUKO3UNNpPoBaHuUA 9 Cnyuam CMHAPOM KapAMOMMUONATUN-KaTapaKTbl-
SSR4-CDG 1345 nopa)keHnn TazobeApeHHbIX CYCTaBOB U 9 Chyuau
363710 |CnuHouepebennapHasa atakcua Tun 37 9 Cnyuvam MO3BOHOYHUKA
- - - CuHApOM 6paxMmopdumn-oHUXoANCNAA3IUN-
35704 HepocraTouyHOCTb L-apruHUH-rAnMLMH 9 Cyuam 1292 AP P pd Al 9 Cnyuan
amuanHoTpaHcdepasbl lancdanaHrum
35701 HenocTaTouHOCTb 3-rMAPOKCHU-3-MEeTUArYTapUA- s Cavaan 1264  |Tpnx0-peTUHO-AEHTO-AUIUTA/IbHBIN CUHAPOM 9 Cnyyan
KOA-cuHTa3bl Y 1120 CUHAPOM areHe3uu Nerkoro-nopoka cepaua- 9 Cyuam
352745 [Fna3soKoXHbIW anbbuHnsm Tun 7 9 Cnyyam aHomanum 6onbluoro nanbua Kuctei
FnasHoi anb6MHU3M C No3aHeH HelpPoCeHCopHOA
329478 AnctanbHaa MMONATUA CO B3POCNbIM Ha4yaoM 9 Cryuan 1000 . il P P 9 Cayuan
BCcAeacTBMe myTauum B reHe VCP riyxoTou
AYyTOCOMHO-A0MMUHAHTHaA 6one3Hb Lapko-Mapu- 99330 |Cunpgpom 48,XYYYY 8 Chyuyau
324585 [TyTa npome)XyTO4HOro TUNa c HeliponaTtuyeckoi |9 Cnyyan 98807 |MepBuuyHasa guctonus, tun DYT13 |8 Cnyyau
6onbio 922 CemeiiHan Ha3anbHasA aunnua |8 Cnyuaun
319199 AYTOCOMHO-peLiecCUBHAA CnacTM4eckas 9 Cryuan 85273 |X-cuenneHHas yMCTBEHHasA OTCTaNOCTb, TMN Abuamn |8 Cny4yaun
napannerus Tn 53 79350 |[{eAocTaTOuHOCTb 3-Gochoceputdocdatasbi, 8 Crvaan
314679 |Uepe6podaunoapTMKyNApHbIii CMHAPOM 9 Cnyuan MnapeHueckan/loBeHuAbHaA popma v
314466 [ATunuuHbIi cuHapom Meiirca 9 Cayuau BpoAeHHOe HapyLIeHUe [IMKO3UANPOBaHUA
= 79333 8 Cnyuamn
300179 Kudockonmotuueckuii cuHgpom dnepca-favno 9 Cyuam COG7-CDG
scneacreue aeduuymnrta FKBP22 BpoaeHHOe HapyLieHWe rUKO3MANPOBaHUA
79323 8 Cnyuamn
2952 CuHapom npuBeaeHHOro 601bLIOro Nanbua- 9 Cryuan MPDU1-CDG
apTporpunosa, Tun Kpuctna 600731 |Clark-Baraitser syndrome 8 Cnyyam
293948 |MukpoaeneuMoHHbI cuiapom 1p21.3 9 Cnyuam CMHAPOM NuccaHuedanmeii 3aHNX OTAENO0B-
293939 [CuHApOM AuMcTanbHOM MUKpogynanKauum Xq28 9 Chyyaun 572013 LUMPOKUM NNIOCKUM MOCTOM-AedeKTamu 8 Cryuan
2808 Mapanuu aﬁAyKTopa ropTaHu 9 Cnyqau nepece4yeHMA Mo3rosoro eewecrsa no cpeAHeﬁ
CuHAapom aHrnonaTtun MoAaMORA-HM3KOPOCNOCTH- IMHUN
280679 |nuueBoro aucmopdpusma-runeproHagorponHoro |9 Cayuam 542585 CUHAPOM CNYXOBOi HeilponaTun-atpodum 8 Cnyuan
runoroHagusma 3puUTEeNbHOro HepBa
2680 CMHAPOM rMNOMUEIMHUZMPYIOLEN HeliponaTum- o ¢ 536516 [CuHapom dnepca-faHN0, MMONATUYECKUIA TUN 8 Cnyuan
nyyam
aBprorpMnoaa 519388 cAey:,\C’:::l:;HO peLeccuBHan AucreHesuna nepegHero 8 Cryuan
263487 POKAEeHHOE HapylleHWe FNMMKO3UANPOBaHUA 9 Cnyuam
COG5-CDG CUHAPOM BPOXKAEHHOIro KOPOTKOro NuLeBoaa-
261190 |[MuKpoaeneumoHHbIi cuigpom 15q14 9 Cnyyam 514352 |[BHYTPUrpyAHOro »KenyAKa-Nno3BOHOUHbIX 8 Cnyuan
2557 |Cunapom MuTeHca 9 Cnyuam @aHomanun
254525 [Cuapom Temnna B cBA3M C OTLLOBCKO 9 Cnyuan 502430 [CuHApPOM MeTonUYecKoro rpebHA-nTo3a-amuesoro |8 Cnyyaun
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
laMcmopdusma KapAaMomMMnonaTusA ¢ NaKTOT-aLmnA030M BCleAcTBYE
i - i eduymra MTO1
496790 CMtIApOM aHOManum rnas3a-aKCoHabHOMU 8 Cyuam A T L
HelponaTun-3afep>KKn passuTna 306577 HeliponaTna TOHKUX BOJIOKOH, acCOLMMPOBaHHanA € 8 Cryuan
MnapeH4yeckan reHepaansoBaHHaA AUCKMHE3NA C HaTpMeBoii KaHanooNaTHei
494526 8 Cnyuamn "
opodaumanbHbiMm BoBeYEHUEM 306558 CMHApPOM NepBUYHOW MUKpoLedanum-anunencmm- 3 Chvuan
Cunapom DIAPH1-accoumMmpoBaHHOM nepmaHeHTHOro HeoHaTasibHoro anabera Y
494444 " . 8 Chyuam
HeWpPOCEeHCOPHOI TYroOyXoCTU-TpoMbGoLMTONEHUN 306547 CuHApom nopaHuedanmn-mukpouedanmn- 8 Cryuan
AYTOCOMHO-PeLLecCMBHbIM CUHAPOM AUCTaNbHOM 6unatepanbHOV BPOXKAEHHOW KaTapaKTbl
476093 |aKCOHa/NbHOW MOTOPHOM HeliponaTum- 8 Chyuam 3019 |CuHapom PamoH 8 Chyuam
MUodMEpUANApHOI MronaTUm 2958 X-cLenneHHbI CUHAPOM YMCTBEHHOI OTCTaNOCTH- 3 Cavuan
BpoXAeHHOe HapyLueHue rMUKO3UINPOoBaHUA lAncmopdusma-uepebpanbHoit atpodpum Y
468684 8 Chyuam
CCDC115-CDG 2934 CMHAPOM NONUCUMHAAKTUANK-Manbdopmaumum 8 Cyuam
266722 AYyTOCOMHO-peL,eccMBHan cnacTmyeckas 8 Cryuan cepaua
napannerus tun 77 2885 CuHApom nuebanamnsma-HEBPONOrMYECKUX 8 Cavuan
464336 |bonesHb BENTA |8 Cnyyvam lnedekros v
CUHAPOM YepenHo-AULEeBOW AUCNAA3UN- 2812 CMHAPOM KeCTKoM Koxku MNapaHa 8 Chyuam
459061 |HM3KOPOCNOCTU-IKTOAEPMAJIbHBIX aHOMANUIA- 8 Cnyvamn 280325 |OucranbHaa moHocomua 12p 8 Cnyuam
ymCcTBEHHOI OTCTanocTy BpoAeHHOe HapyLeHUe FNKO3UAMPOBaHUA
CuHApom makpouedanum-yMmcTBEHHOW OTCTaNoCTyH 280071 ALG11-CDG 8 Cnyuam
457485 [HapyweHue pa3BMTUA HEPBHOI CUCTEMbI- 8 Cnyuan 276432 [Cunppom Orpena |8 Cnyuan
ManeHbKoW PYAHOM KNeTkK 263665 |NK-knetouHas saHTeponartusa |8 Cnyvau
457406 CUHAPOM MHOXXECTBEHHOW MUTOXOHAPUANbHOW 8 Cnyuam 261483 |Cunpapom aynankaumn Xq27.3¢28 |8 Cyuan
AMCOYHKUMM TUN 4 I 261211 |MuKpoaeneumnoHHbl cuHapom 16p11.2p12.2 |8 Cnyyau
438274 GCGR-accouMuposafHaﬂ mneprmofaronemuﬂ 8 Cnyvam 2563 |Cimapom MOMO |8 Caysam
CUHAPOM NeTanbHOI HeoHaTa/IbHOM CNAaCTUYHOCTY-|
435845 " 8 Cnyuamn CMHAPOM NMPaMUAHBIX MONAPOB-aHOMaNUKn
anunenTuyeckoi sHuedpanonatumn 2561 e epxHei rybul 8 Chyuaun
435638 |MuKkpoaeneumnoHHbli cuHgpom 3p25.3 |8 Cnyyvam =
R - - 254528 CuHapom Karamu-Orata B CBA3M C MaTEPUHCKOM 8 Cryuan
420686 MHAPOM LIEPCTUCTOM NaA0HHO-NOAOLWBEHHOMN 8 Cryuan MUKpoaeneumeit 14q32.2
KepaToaepmuu = =
R . - 251290 OTBepcTUE B TEMEHHOMW KOCTU C runonnasmen 8 Cryuan
404454 n::ep,::m anakpummum-xopeoarerosa-a4uUchyHKUNKN 8 Cryuan KAouMLBI
BpoXXAeHHOe HapyLlueHue rMUKO3MAUPOoBaHUA
i V] 244310 8 Cnyuamn
401942 :::mivelga: ;tle,quuuaﬁ pacwienMHa BepxHei U 8 Cryuan RFT1-CDG
c ‘;K - - - 2371  |letanbHbiii JlapceH-nog06HbIV CUHAPOM |8 Cnyyaun
397715 ::ﬁ;oﬁe;):'e?u:\ ACHUKCUHECKON TOPAKANLHOM 8 Chyuaun 2351 Cunppom Koiiccepda |8 Cny4yaun
A - 2326 CuHapom KannmaHa-cMHAPOM naTtonoruum cepagua |8 Cny4yaun
Cunapom Cunbeepa-Paccena BcneacTsme To4e4HOM
397590 yTaLm 8 Chyuam CUHAPOM MUKPOKOPHEU-3aHETO
— = 231736 |meranoneHTUKOHYCa-nNepcucTMpytowero 8 Chyuyaun
CUHAPOM NepBUYHOI MUKpoLedanun-nerkom
" [beTanbHOro coobueHna-Kono6ombl
391408 |ymcTBeHHOM oTcTanocTu-guabera monogoro 8 Cnyuamn =
Bospacta CMHAPOM Nly4eBOW rMNonnasmMmn-TpexpanaHrosbix
C - 2252 60/bLIMX NaNbLEB-rMNocnaguu-guacTemMbl 8 Cnyuamn
370943 MHAPOM PAcCTPOMCTBA ayTUCTUYECKOTO CNeKTpa- 8 Cnyuam epxHedi yeniocTn
anunencumn-apTporpunosa
221054 |Akpouedanononmaakrmnusa |8 Cnyyau
352675 |X-cuenneHHas 6one3Hb LLlapko-Mapu-Tyta TMn 6 |8 Cnyyamn — —
AyTOCOMHO-g0MUHaHTHaA 6one3Hb LLapKko-Mapu- 2206 AHKUNIO3UPYIOWLIMM NO3BOHOUHDIN UNEpPOCTO3 ¢ 8 Cnyuam
352670 | Y N P P Ig Cnyyan [rTunosom
TyTa npomerxkytoyHoro tuna F =
H 2180 CuHapom rugpouedanmn-pebepHono3BoOHOYHOM 3 Crvaan
352649 APYLUEHUE BEIUKYNAPHOTO TPaHCrOpTa 8 Chyuam lancnnasumn-aHomanum Wnpexrens v
[ AOPAMMUHA U CEPOTOHMUHA B FOIOBHOM MO3re
2107 |Cunppom Xonna-Purrca |8 Cnyvau
352479 ISPD-accoumnmnpoBaHHaA NOACHO-KOHEYHOCTHaA 3 Crvuan C %6
MbllweyHana guctpodpua R20 v 2013 MHAPOM PactuevHbl HEOGa-makpooTum- 8 Chyuam
MmuKpouedanmmn
3474  |cunppom CHIME I8 cayuamn - —
WHAPOM 3KTONMUMU XPYCTa/IMKA-XOPMOPETUHANBHOMK
33572 |HepocTaTto4HOCTb 5-0KCONPOAMHA3bI |8 Cnyyam 1884 AP Py pHop 8 Cnyuamn
n laucTpodumn-mmnonun
331226 OCPUMMUMBOCTL K MHEKLMM BCneACTBue 8 Cnyuamn 1852 X-cuenneHHan Aucnaasma ceTyaTkum 8 Cnyvamn
HepocTaTocTaTouHoCcTM TYK2
1824 |Cunpgpom Jlopu-Byaa 8 Cnyuan
AYyTOCOMHO-A0MUHAHTHaA 6one3Hb Lapko-Mapu-
329258 TyraTvn 2Q 8 Cnyuamn 178506 |Kanbuudpukauma mosra, Tun Pagykab 8 Cnyuan
324321 |[AMCOYHKLMA CHHOATPMANBHOTO Y3na U ryXoTa |3 Chyuan 178389 |CuHapom ocTeoneTposa-runorammarnobynmHemun|8 Cayuam
3219 CuHapom PoHTEeHa |8 Cnyyvam 1655 (CUHAPOM MION/IEPOBLIX NPOU3BOAHBIX- 8 Cnyuamn
CUHAPOM KOHAYKTUBHOW TYyroyxoctu-gedopmanum JMMAHIUIKTa3 U NONMAIKTUIMN
3216 8 Cnyuamn X-cuenneHHasn yMmCcTBEHHAA OTCTaNOCTb, TUN
YLUHbIX PaKOBUH 163956 HacumeHTo 8 Cnyuamn
314811 |HusKopocnoctb Bcneacrteue gedpuumra GHSR |8 Cnyyvam =
SLC39A13-accouumpoBaHHbIA
314637 |MutoxoHapuanbHas runepTpopuyecKas |8 Cnyyamn 157965 8 Cnyuamn

cnoHgunogucnaactudeckuii cuHapom Anepca-
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa TS ‘ ORPHAKop, ORPHAkoa, .
AaHno 497764 |CnuHouepebennspHas atakcua tun 43 7 Cnyvan
1454 |CuHpapom XHy6ep c noparkeHnem neyeHu |8 Cnyyvam CMHAPOM NYNOYHOM U AnadparmanbHOM rpbixK-
1450 |CuHAPOM KONbLLEBOI XpOMOCOMbI 8 I8 Cayuan 496693 |ceppeuHo-cocyamCTbIX aHOManMit-pedeKTa 7 Cnyyan
CMHAPOM rMNOMUeNUHU3MpYIOLW el Iy"eBon Koctu
137639 |neiikogucTpodUU-aTaKCUM-TUNOAOHTUN- 8 Cnyuamn 488650 |AuncranbHas muonatus, TMn Tateambl 7 Cayyan
runomuenHusaummn 487825 |CuHppom MbepnoHTa 7 Chyyvam
1366 :ZTOCOMHO-pEU,ECCMBHaH napoHHO-NoAOWBeHHAA (o Cnyuam 486811 CnuHanbHanA MbII.I.IE‘:I'Haﬂ aTpoduA ¢ BPOXKAEHHbIMU 7 Cryuam
paTtoaepmMuA U BPOXKAEHHaA anoneuus nepenomamm Koctein
1327 |CuHapom KamnTtopakTunum, Tun NBaganaxapa 1 |8 Cnyyvam IAYyTOCOMHO-peLLecCMBHAA MeHAeNeBCKasn
1318 |Kamnomenus, Tun KammuHra |8 Cnyyan 477857 [MOABEPMKeEHHOCTD MUKOBaKTEPUANbHbBIM 7 Cnyuan
1278 CuHAPOM 6paxuaaKTUAMN-NPeaKCManbHOIA e Crvaan MHdeKumnam scneacremue HepencTeyowmx ROR-
BapycHOM aedopmaumm Nepsoro nasibLa cTonbl v ramma-peuenTtopos
1226  |Cungpom Bamoopra-Jlasapa |8 Cnyyau 468666 M30NMpPOBaHHDIN reHepasIM30BaHHbIN aHrMAPO3 C 7 Cryuan
CUHAPOM aTaKCUM-TNYXOTbI-yMCTBEHHOM HOpManbHbIMU NOTOBbIMM Menesamu
1188 | ranocti 8 Cyuan 467166 |Auncrnpus, accoumnposaHHas ¢ TybynuHonatuein |7 Cnyuan
99843 |HepoCTaTOMHOCTb agre3uun neikouutos tvn 7 Cayuam 466703 BpoXXaeHHOe HapyleHne rMUKO3MAUpoBaHua 7 Coyuam
99710 ToueuHan akpoKkepaToAepMUA C NUrMeHTauue B 2 c TMEM199-CDG
BuAe BecHyweK Nydamn 459051 |CnonpunoanuéumsapHas gucnnasus, Tun CraHecky |7 Cayuan
93382 |Bpaxupaktunus tun A6 7 Chyuan ITPA-accoumMmpoBaHHOe neIaanoe MnaAEHHSCKoe
93316 |CnoHaunomeTadusapHas gucnnasus, un Lmuara |7 Cayuam 457375 |[HeBpoONnOruyecKkoe paccTpoimcTBO C KaTapaKTon n 7 Chyyvamn
nopakeHuem cepaua
929 CuHApom axanasmu-mukpouedanmu 7 Chyyam —
CuHapom 6onesum LLlapko-Mapu-TyTa-rayxotbi- 447896 CMHAPOM TPEMOpa-aTaKCUU-LIeHTPaNbHOM 7 Chyyvam
90103 ymMCTBEHHO# OCTaTROCTH 7 Cnyvamn runomuenMHusaumMmn
- = 439822 |CuHapom rannoHegocTatoyHocTu reHa PDE4D 7 Cnyvan
85334 X-cuenneHHbl HelipoaereHepaTUBHbINA CUHAPOM, 7 Cryuan e ———— - ——
un BepTinn 436242 HUXXHEro ny4yka r':|ca PeAcePA " 7 Cayuam
85194 |CnoHAMNOOKYNAPHDINA CUHAPOM 7 Cnyvam
83620 |KuweuHblii aH3IHAOKPUHO3 7 Chyuam 435387 AYTOCOMHO-AOMMHaHTHAA 6onesHb Lllapko-Mapu- 7 Chyuam
79004 |C Tpeit 7¢ Tyra, Tvn 2Y
MHApPom MpeitHaKa Nyyam
AP peviiA y CMHAPOM MYNbTUCUCTEMHON AUCHYHKLUM rNagKuUX
OXKupeHue BCaeaCTBME HEAO0CTaTOYHOCTU 404463 7 Cnyvamn
71526 NpPOONUOMENAHOKOPTUHA 7 Cnyuam e
55282 Cp m P TC CMHAPOM YMCTBEHHOW OTCTaNOCTU-ULEBOTO
L_MHAp:M a?eaxana - r ool fyHan 404440 |anucmopdusma BcneacTBUe ranoHefo0CcTaTouHoCTH |7 Cayuamn
sg960g |near ypopl'gmentatlon and cranio ?aa . 7 Cryuan rena SETDS
asymmetry with acral, ocular and brain anomalies AYTOCOMHO-PELECCHBNAR CacTHYECKan
589527 |[Spinocerebellar ataxia type 45 7 Cnyyamn 401785 hnapannerua Tn 62 7 Cnyyan
Short stature-skeletal dysplasia-retinal Purckan
ANUCTanbHaA muonaTtua, AebioTupyioLas ¢
589442 |degeneration-intellectual disability-sensorineural |7 Cayuan 399086 BepXHMX KOHEUHOCTe ’ 7 Cnyyan
hearing loss syndrome - 397695 |MukpoaeneumuoHHbI cuHapom 3¢27.3 7 Cnyyan
562559 ﬁz::rz:':v::p:?:;q::;c;:z;:g::ywM' 7 Cnyyam 391646 |[Cunapom PaiiHronbaa TMn 2 7 Cnyyamn
y CMHAPOM aTaKCMM-YMCTBEHHOW OTCTaNOCTK-
CUHAPOM aTUNUYHOTO CUHAPOMA PAHKOHM- 370022 M 7 Chyuam
544628 HEOHATANBHOIO FMMEDHHCY AMHUEMA 7 Chyuam rnas’opnBuUrateNbHoO anpakCUU-MO3XKEUYKOBbIX KUCT
pARCY. — CMHAPOM YMCTBEHHOW OTCTaNOCTU-CYAOPOr-
BpoXAeHHasn aKcoOHaNbHaA HeliponaTua ¢ 369950 7 Cnyuam
538101 sHuedanonamed 7 Cnyvamn makpouedanum-oxxmpeHuns
n . T 3 CMHAPOM TAXKENbIX ABUrAaTENbHbIX U
536532 OAOOHEIN I;naccuquKomy CMHAPOM Jnepca- 7 Cnyvamn 369939 |MHTeNNEeKTyasNbHbIX HapyLEHUA-HelipoceHCOpHOW |7 Cnyyan
fAarno, Tvn rnyXoTbl-ANUCTOHUK
CUHAPOM HapyLIeHUs peryaauum UMMyHuUTeTa- CHRAPOM VXTHOSA-HMBKOPOTHOCTH-
BOCnanuTenbHOro 3a6oseBaHUs KULLIEYHUKA- 363992 7 Cnyvamn
529977 apTPUTa-peLNANBHPYIOLLMI MHbEKLMM- 7 Cnyyam 6paxupakTuanmu-mukpocpepodakmumn
nZn:qun:H:uA pyto 4 IAYTOCOMHO-peLeccMBHan BPOXKAEHHaA
m " e ecron 363432 |mo3KeukoBas aTaKkcua BcaeacTeue aedpuumra 7 Chyyvamn
513436 n;’;‘a’:“,’l':r:ﬂpf::;‘; BHaA cnacTutiecka 7 Cryuan GRID2
- CMHAPOM MMONUM BbICOKOI CTeneHu-
CuHapom pacwenuHbl ry6bl u Heba-uepenHo- 363396 Heﬁsgceucopuoﬁ — 7 Cnyyan
508476 E€BOro AUCMO| 3Ma-BPOXKAEHHOIO NOPoKa 7 Cnhyua
:::Aua-rwf::\l/xn:cfv?u W1a-BPOMCACHHOrO NopoK fiysan 357001 |MuKpoaeneumnoHHblii cuiapom 19p13.13 7 Cnyyan
D - -
508093 |Cvnapom MEPAN 7 Cnyuan 352587 Mg::‘;';'::;:““l(":;;”; ;’:’:gi:'w"::uzma"°“b 7 Cnyuan
Kom61HUPOBaHHbI MMMYHOAebULUT BCreacTBue
504530 p yHoaeduy A 7 Cnyvamn CemeitHaa mnageHYecKas MUOKNOHUYECKan
lneduumra MoH3MHa 352582 nunencus 7 Chyuam
500548 |Octeockneporuyeckana meradpusapHas gucnnasua |7 Cayyamn TP —.
CMHAPOM MOTOPHOI M KOTHUTUBHOM perpeccum ¢ 33573 rnyﬁaMMnTpchnenTuAasbl 7 Cnyuan
500180 [sKcTpanupamuaHbIMU ABUraTe/IbHbIMU 7 Cnyvamn
- 3341 |CuHApPOM TOPTUKONNNCA-KENOUA0B- 7 Cnyyan
paccTpolicTBamMmm € HayaloM B AETCTBE
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KO/IM4ecTBo KonnyecTBo
ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
KpUNTOpXu3ma-aucnaasnmm novyek 211067 [InusoanyecKas aTakcua TMn 5 7 Cnyvan
329802 |MuKpoAynAMKaLMOHHbIW CMHAPOM 5p13 7 Cnyvamn 209970 [dnusoaunyeckas atakcua Tun 7 7 Cnyvamn
329329 AYyTOCOMHO-peL,eccuBHanA 106HO-BUCOYHAA 7 Cnyuan 2095 |Cunppom FNopavHa-Xayapu-Mocce 7 Cnyvamn
naxurupusa 199332 |CuHApPOM SHAOKPUHHO-Lepebpo-octeoaucnnasumn |7 Cnyvam
324632 [BupycHas npekuma Xenapa 7 Cny4an 1875 [CMHAPOM BPOXAGHHOMN MbILWeYHON AUCTPOPUM- 7 Cavuan
AYTOCOMHO-A,0MUHaHTHaA cnacTuyeckas MNapeHYecKoW KaTapaKTbl-runoTupeonansma v
320355 7 Cnyuan =
napannerus tun 41 CMHAPOM CKe/NleTHOM AUcnnasum-anuaencum-
1858 7 Cnyuamn
X-cuenneHHasa meHaeAupytoLwwan HM3KopoCaoCTU
319623 |[npeApacnoNOXKeHHOCTb K MUKO6aKTepnanbHbiMm |7 Ciyuan 1842  |NetanbHasa gucnnasus Koctei , Tn XoamrpeH 7 Cayyan
3abonesannam scneacteue gedpuumnta CYBB DKTOAEpManbHan aucnnasms,
319504 KOMGMHMPOBEHHbIﬁ Aed)eKT OKUCUTENIbHOIO 7 Cnyuau 1818 TpMXOAOHTOHMXMaanbIﬁ ™n 7 Cnyqau
bocdopunmposanus tn 8 178338 |CuHApPOM YYBCTBUTENBHOCTU K YD-U3NyueHUIo 7 Cnyyan
3194 POroBUYHO-KOMXHO-KOCTHbI CUHAPOM 7 Cnyvamn batanbHOEe MUTOXOHAPHANbHARA 60/1€3Hb
X-cuenneHHbli UMMyHOAePUUUT ¢ aedeKTom 168566 [scnepcreue KOM6UMHMPOBaHHOTO AedeKTa 7 Cnyuan
317476 |[marHueBbiX KaHanoB, dnwTeliHa—bapp-BupycHoit |7 Cnyyan lokncautTenbHoro pocdpopuavposanusa 3-ro Tuna
uHbekumeii u Heonfasueﬁ 163976 X-cuenneHHas yMCTBEHHasa OTCTanoCTb, TMN BaH 7 Crysan
KoM6MHUPOBaHHbI UMMYHOAEDULMT BCaeACTBUE PDwa
314689 7 Cnyvamn
laedmuyura STK4 163693 |[MukpogeneumnoHHblli cuHapom 2p21 7 Cnyuan
CuHApOM TAXKeNOoi HeOHaTaNbHOM TMNOTOHUK- 1574 CMHAPOM fereHepaLum ceTYaTKU-HaHO(TaNbMa- )
314655 |cyaopor-sHuedanonatum BcneacTene 7 Cnyvamn rnaykombl nysan
MuKkpoaeneumn 5931.3 CMHAPOM CMHAAKTMMM-TENEKaHTYCa-
308425 |VIETWIMaNOHOBAA aUNAEMUA BCeACTBUE 7 Cryuan 140952 | orenuTanbHbix M noeuHbix Manbdopmaumii 7 Cnysan
HeAocTaTouHOCTH MeTUAMANOHIA-KOA snimepasbl 139474 |MuKpoaynaMKauMOHHBIM cuHapom 17q11.2 7 Cnyvamn
3078 TAxenan X-cuenneHHan ymcTeeHHas oTcTanocTs, 7 Cnyyan 1299 |bpaHXMOCKENEeTOreHUTaNbHbIW CUHAPOM 7 Chyuam
Tun MNycraBcoHa = =
C - - 1131 X-cLenNeHHbI HUKHEUENOCTHO-IMLLEBOI 7 Coyuam
300382 MHAPOM NpPOrepouaHoi n mappaHouaHoii 7 Cnyuam amsocros
BHELHOCTU-IMNOAUCTPODUMN =
- 1078 CMHAPOM pUrMaHoro 60/bLIOro NanbLa KUCTe 2 Cavuan
293978 CuHapom p,ed)uu,;rra $yHKuUMM nepepHeii fom 7 Cnyuam 6paxuAaKTUANKU-YMCTBEHHOW OTCTaNOCTU i
funo¢usa-apuabensHoro UMmyHoAepuyuTa 101078 |X-cuenneHHas 6one3Hb LLapko-Mapu-Tytatun 4 |7 Cayuam
CUHAPOM IOMKOCTU KOXU-LLIEPCTAHBIX BONOC-
293165 o 7 Chyyamn IAYTOCOMHO-peLeccuBHan cnacTtnyeckas
[nafoHHO-NOAOWBEHHOW KepaTogepmumn 101008 napannerus Tun 28 7 Chyuam
:932 E"HAPOM Onuep - — ; Cnyuan 999  |PeHoTun "ropHocras 6 Cnyuam
8 Aapp.uoxpaHMaanbm cunpapom , Tn Naiipepa [7 Cyyan 99141 |[CuHgpom numdeaembl-3agHeN aTpesnm XoaH 6 Chyyam
280365 | Y OCOMHO-NONYAOMUHANTHAA TAKENAA 7 Cyuam 991  |cunapom PAGOD 6 Cyuan
lnMnogucTpopuueckana nammHonaTua
98893 |BpoxaeHHasa mbiweyHas guctpodus tun 1B 6 Cnyuan
2645 OcreornogpoHuyecKas gucnnasumsa 7 Chyyamn Comeiinoi BOOTACHTIEI NananMY GROKOBOTO
M n N N r
263347 |Cunapom MRCS 7 Chyuam 91498 Hepea poXa P 6 Chyuam
261279 |MukpoaeneuUoHHbI cuHapom 17g23.1g23.2 7 Cnyvamn
X-cuenneHHaA ymcTBEHHaA OTCTaNoCTb, TUN
261229 |MukpogynamukaumoHHbIii cutapom 14q11.2 7 Cayyam 85276 Apmdunnaa 6 Cnyuan
261204 |MMKpop,ynnuKau,uouubm cuHapom 16p11.2p12.2 |7 Cayvam 20156 CMHAPOM CyA0POr-yMCTBEHHOI OTCTANOCTH e Covaan
2598 MuTOXOHAPMaNbHaA myuonaTtua n cuaepobnacTHas 7 Cnyuam BCNEACTBME TMAPOKCUANZUHYPUM Y
aHemuA — 79106 |CuHapom diikeHa 6 Cnyuan
2560 C1iapom Mebuyca-akcoHanbHON HefiponaTuu- 7 Cnyuam CUHAPOM KOPOTKUX MATLIX NACTHBIX KOCTEN-
rMNOroHaZ0TPONHOrO FMNOTOHaAM3Ma 66518 JIHCY IMHOPE3HCTEHTHOCTH 6 Cnyuan
KOoM6MHUPOBaHHbIM AedeKT OKUCAUTENbHOTO = =
254930 7 Cnyuam CMHAPOM MHOXKEeCTBEHHO MUTOXOHAPUANbHOMW
bocdopunmposanma tun 7 569274 AMChyHKLMM, TN 5 6 Cnyuamn
Cuapom Karamu-Orara B cessu ¢ . Kom6MHUpPOBaHHbINA AedeKT OKUCAUTENBHOTO
254534 [runometunuposanmem 14q32.2 Ha MaTepuHcKoli |7 Caydam 565624 bochopunuposanms, Tn 39 6 Cnyuan
)Iflpomocome s = 555402 |Aeduuut aernaparasbl NAD(P)HX 6 Chyuam
porpeccupyiouian uepebennapHo-uepebpanbHan - =
247198 arpodma 7 Cnyyam 541423 2:1;.:.222: :?:::,Z):::af::ﬁ YMCTBEHHOM 6 Cryuan
2439 CuHapom MatrepcoHa-CTuBeHcoOHA-POHTIHA 7 Chyyvamn >
= 538958 Kom6UHUpPOBaHHbI UMMYHOAEePULUT BCeACTBUE 6 Cnyuam
228379 upy:-ac;oq;uzoaauuaﬂ wmnosaras 7 Coyuam neduumra CD70
TPHXOANCTINa3N BpoXKaeHHaA MO3XKe4YKoBan aTaKcua BCneacTeme
CUHAPOM OTKPBITOro apTepUanbLHOrO NPOTOKa- 512260 MyTauum B rese RNU12 6 Cnyuamn
228190 |pBYCTBOPYATOro aOPTAZIbHOrO KNanaHa-aHomanum |7 Cnyyvaun
oYK 508523 FMnepdeHnnanaHnHemun sBcneacrene aepuumra 6 Cnyuam
DNAJC12
2232 CvHApOM nepauiHoro mnfproua,qorponuoro 7 Chyyvamn CMHAPOM NCMXOMOTOPHOMpPerpeccum-
rMnoroHaAnsma-4acTMyHou anoneumum o
505242 |rnasopBuratenbHOM anpPaKCMU-ABUTaTe/IbHOrO 6 Chyvan
A p 500545 [Taxenoe HapylieHUe pa3BUTUA HepBHOM cuctembl |6 Cnyyan
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‘ORPHAKOA‘

ORPHAkopa

Koiunyecteo

‘ORPHAKOA

ORPHAkoa,

Koun4yecTso

cnyyaes cnyyaes
C TPYAHOCTAMM NPU KOPMIEHUU-CTEPEOTUNHBIMMU XKeNIbIM HEBPOIOrMYeCKUM 3aboneBaHnem
|ABMKEHNAMMU PYK-ABYCTOPOHHEW KaTapaKTomn X-cuenneHHas meHaenupytowas
500055 |MukpoaeneunoHHbI cuHapom 16p13.2 6 Chyyamn 319612 |[npeApacnoNoXKeHHOCTb K MUKOBGaKTepUaibHbIM 6 Chyuaun
CuHApPOM paHHelt nporpeccupyioLeit 3aboneBaHuam Bcneacreune gedpuunrta IKBKG
496756 [sHUePanonaTUM-CNACTMUECKOW aTaKcum- 6 Cnyuamn IAYTOCOMHO-peL,ecCMBHaA MeHAenupyiowan
|AMCTanbHOM CNMHANbHOM MblweYHol aTpodum 319574 NpeApacnonoXKeHHOCTb K MMKOBaKTepuanbHbIM 6 Cnyuam
495879 |BpoxaeHHan areHe3na MOLUOHKMU 6 Cnyvamn 3abonesaHMAM BCneacTBME YACTUUHOTO AeduumTa
C110RF73-accouumpoBaHHas ayTOCOMHO- IFN-ramma R2
495844 |peueccuBHaa runoMmuenvHusMpytowian 6 Chyuam MeHpenupyiowas npeapacnonoKeHHoCTb K
Inelikogucrpodpusn 319563 |muKobaKTepuanbHbiMm 3abonesaHuam BcieacTeme |6 Cnyyamn
488642 TELO2-accoummupoBaHHas yMCTBEHHas OTCTaNoCTb- S Crvian nonxoro aepuuyura ISG15
HapyLwweHue pa3sBUTUA HEPBHOW CUCTEMbI v 3175 X-cLuenneHHbI CHHAPOM CNACTUYHOCTH- 6 Cnyuan
CuHApom obLueli 3aaep>KKN pa3BUTUA-aHOMaNUn yMCTBEHHOW OTCTaN0CTH-3NNNencum
480898 [speHua-nporpeccupytoweii aTpodum mo3zxkeuka- |6 Cayuan Kom6uH1poBaHHbI MMMyHOAEdULUT BCreAcTBre
. 317428 6 Cnyuan
TYNOBULHON TMNOTOHUM laepuumnra ORAIL
CUHAPOM TAXKENOl TMNOTOHUN-3aePKKU BpoXxAeHHOe HapyLeHne rMUKO3MAUPOBaHUA
314667 6 Chyuamn
467176 [ncuxomoTopHOro passuTus-Kocornasus-gedekra |6 Cnyuan [TMEM165-CDG
ceppeuHoit neperopoakun _ 314399 [AyTOCOMHO-A0MUHaAHTHaA annasua u 6 Cnyuan
466791 CuHApOM maKpouedanum-yMmcTBEHHOW OTCTaNoCTH 5 Cavuan mMmuenogucnaasma
HEKOMMNAKTHOr0O MMOKapAa 1IeBOro XKenyAo4Ka v 3077 X-cLuenneHHbI CUHAPOM YMCTBEHHOI OTCTaNOCTU- 6 Cnyuan
CUHAPOM TAXKENOI YMCTBEHHOW OTCTaNOCTU- ncuxosa-makpoopxmsma
466688 [areHe3nMu MO30/1UCTOrO TeNa-ANLEBOro 6 Cnyuamn 3074 CMHAPOM YMCTBEHHOM OTCTaNI0CTU-HU3KOPOCIOCTU- 5 Crvuan
|Ancmopdursma-moskeuKoBoi aTakcum runeptenopusma i
464288 CuHapom Husxop?cnocru-ﬁpaxup,ax'mnuu- 6 Cnyuam 3038 CMHAPOM 33/AEP’KKU PEYEBOr0o PasBUTHA- 6 Cnyuan
0XKnpeHun-obLLei 3aaepKKN Pa3BUTUA acummeTpum Amnua-Kocornasma-cKkAafo0K MOUKM yxa
457378 Kom6uHupoBaHHas neTanbHas 6 Cryuan 289513 |MuKkpopeneumoHHbI CUHAPOM 12:115q21.1 6 Cnyvan
ocTeoxoHApoAaucnaasua 2824 CMHApPOM NapannerMn-ymcTBeHHOMN oTcTanocTu- 5 Cryuan
447980 |MuKpoAyN/IMKALMOHHDIN cuHapom 19p13.3 6 Cnyvamn runepkeparosa v
CUHAPOM ayTOMMMYHHOM FreMOoNUTUYECKON 2815 |CuHAapom cnacTMYecKoro napanapesa-rayxorvbl 6 Cnyvan
444463 |aHeMUU-ayTOMMMYHHOI TpombouUTONEeHUU- 6 Cnyuamn 2804 Cunapom W 6 Chyuam
nepBU4YHOrO MMMYHOAedULMTa 2793 |OTooHMXONEepoHeanbHblli CUHAPOM 6 Cnhyuam
CUHAPOM TAXKENOI YMCTBEHHOW OTCTaNOCTU- CUHAPOM OdTaNbMONNErNN-yMCTBEHHOI
436141 [rMnOTOHMM-KOCOrNasus-rpy6bIX YepT nnua- 6 Cnyuan 2743 | rcranoctu-cknaguatoro Asbika 6 Cryuau
N/10CKOBaNbIYCHOW AedopmaLmum 2725 CuHApOM AedeKTOB rnas-apaxHoOAAKTUAUU- 5 Cavuan
436003 CuHapom KT_IHTPaK;vzaaAepM(KM pasBuTua- 6 Cryuan Kapavonatum \
CeKBeHLn TTbepa FobeHa MneKTUH-accoLMMpPOBaHHAA NOACHO-KOHEYHOCTHAA
CuHAPOM aHOManuu HorTeit u 3y60B-Kpaesoii 254361 | eunas aucrpodua R17 6 Cyuan
423454 |nanoHHO-NOAOLIBEHHON KepaToAepPMUU- 6 Cnyuan 254346 |MukpoaeneunoHHbIi cuHapom 19p13.12 6 Cnyuan
runepnurmeHTaumm pra = =
— — 254343 [AyTOCOMHO-peLeccMBHbIA CUHAPOM CNacTUYECKOM 6 Cnyuan
401874 CUHAPOM MHOXECTBEHHOW MUTOXOHAPUANBHOK 6 Cnyuam aTakcumM-aTpodUM 3pUTENbHOTO HEpPBa-AN3aPTPUM
lancyHKUmK, TN 2
C - 247815 AYTOCOMHO-peLeccMBHanA aTaKCUA BCieACTBUE 6 Cnyuan
401777 MHApPOM aIpod)uu 3pUTENbHOro HepBa 6 Cnyuam neduuura PEX10
yMCTBEHHON oTcTanocn 2464 |MapdaHomaHbiit cuHapom, Tun fie CunbBa 6 Cnyuan
398127 |HeoHaTanbHasa cKnepogepmus 6 Cnyuamn
- - - 2339 CuHApOoM GONAMKYNAPHOTO KepaTosa- 6 Crvaan
370088 CUHAPOM OCTPOU MNaAEHYECKON NeYeHOYHOM 6 Cryuam KapAMKOBOCTH-LiepeBpanbHOi aTpodum y
He0CTaTOYHOCTU-MY/IbTUCUCTEMHOTO NOPAXKEHUA
— — — 2328 Cunapom Kanypa-Topuenno 6 Chyyaun
363540 I'Ieukoariu,ed)anonaTuﬂ € /IETKON MO3IKedkoBOU 6 Chyyaun 230851 |[CeppeuHO-KnanaHHbIM cMHAPOM dnepca-faHno 6 Chyuaun
aTakcueit n otekom 6enoro seuiecrsa —
— 2306 |U3oTpeTMHOMHOBO-NOAOGHbIN CMHAPOM 6 Cnyyan
357329 KOMGMHMPOBaHHBI MMMYHOACPULMT BCreACTBME 6 Chyyaun CMHAPOM rMNOroHaA0TPONHOrO rMNOroHaAu3ma
lpeduuymra IL21R 2230 Ap o AoTP A 6 Cyuan
NMnccaHuedanma no Tuny 6yabikHO mocToBoi 6e3 flo6HoTemenHoi anoneun
352682 6 Chyuaum 211017 |CnuHouepe6bennspHana atakcus Tun 30 6 Chyuam
BOBNEYEHUA MbILLL, UNW rNa3
CuHApOM NporpeccupyioLleii HeillpogereHepaLuum ¢ 2057 Curppom 6nedapodumosa-ntosa-sotponum- 6 Chyuam
352654 6 Chyyaun CUHAAKTUAMN-HU3KOPOCNOCTH
paHHUM Ha4ya/IOM-CNEeNOTbI-aTaKCUM-CNACTUHHOCTU
C = = 1951 |CuHppom snunencumn-teneaHrusaKTasuu 6 Chyuam
352447 MHAPOM NporpeccupytoLLeil HapyKHoWM 6 Cnyuam s
o TaNbMONNErMM-MMONATUM-UCTOLLEHUA 1808 MAPOTUYECKAA SKTOAEPMAIbHAA ANCNAA3UA, TUN 6 Cnyuam
KpuctnaHcoHa-®ypu
3316 |CuHppom Tomaca 6 Cnyuamn =
1795 Nepudepuruecknin Au3ocTos 6 Cnyvan
CumdanaHrmsm ¢ MHOXXeCTBEHHbIMU aHOMaNUAMMN
3246 KMcTeii M cron 6 Cnyuan 178303 |MuKpogaeneumoHHbIN cuHapom 8q22.1 6 Chyuam
324569 |[NoHTouepebennapHan runonnasmus Tun 8 6 Cnyuam 169464 |MepeuuHbiii aeduuut CDS9 6 Cnyuan
319651 [KoHcTuTyumMOHanbHan meranobnactHas aHemus ¢ |6 Cryuam 168984 |Cuuppom CLAPO 6 Cnyuan
1661 X-cuenneHHbl gepmong, porosumubl 6 Chyvan
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KONM4yecTso KOIM4eCTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
157820 CUHAPOM XON0A-MHAYLMPOBAHHOTO 6 Cnyuam peueBoit anpaKkcMmn-yepenHo-1MLEeBoro
notooraeneHuns lAncmopousma
1307 CuHapom yK:Jpoquun AUCTaNbHbIX OTAENO0B 6 Cnyuam 527450 [TcuHAPOM TAXKENOM MMONUA-reHepann3oBaHHOM 5 Coyuam
KOHEYHOCTEeW-MUKPOrHaTUmn rMNepmo6uAbHOCTU CYyCTaBOB-HU3KOPOCIOCTU
1051 CuHapom Pamoca-Appoiio 6 Cnyvamn CMHAPOM BPOXKAEHHOW Nporpeccupyiowei
100071 |MosaunuHaa Tpucomus 3 6 Cnyuan 508542 |HepOCTaTOYHOCTU KOCTHOrO Mo3ra-B-knetouHoro |5 Cayuan
98676 AYTOCOMHO-peLeccuBHan U301MpoBaHHas aTpodus e ¢ MMMyHOAebUUMTA-CKeNETHOI ANCNNa3NM
3pUTEeNbHBbIX HEPBOB nysan 50815 |CuHApOM 6paHXMOreHHOM FNyXoTbl 5 Cnyyam
97341 |MepcucTvpylowan naakouaHasa makyaonaTtus 5 Cnyuam Kom61HUpoBaHHbIi tMMyHoAedUUUT BCheaTcBUE
505227 5 Cnyuamn
94056 |Mneye-noOKTEBOI CMHOCTO3 5 Cnyuan aeduumra GINS1
CnoxaunosnumetadumsapHan gucnnasus, Tun CMHAPOM NepUOAMHECKON IMXOPaAKK-
93352 | 1oxara 5 Cayqan 500062 [naHHMKynUTa-pEpPMAaTO3a C MNaAEHUECKUM 5 Cnyuan
90646 |CMHApPOM rnyxoTbi-runoroHagusma 5 Chyyam Hadanom
/loKanu30BaHHbI MUKCeeMaTO3HbIN ULWaiA C 498700 I'Iusnﬁuuecuuu 3HUEDanUT C aHTUTeNaMM K 5 Cnyuan
90399 [MoHOKNOHANBLHOI rammonaTmeii uam cuctemubimm |5 Cayuan HelipekcnHy-3
cumnToMamu 298251 Mepuoaunyeckas AMXopajKa, 3aBUCALLAA OT 5 Cryuam
CMHAPOM YepHOro akaHTo3a- MEHCTPyanbHoro Lnkna
90301 |MHCYNNMHOPE3UCTEHTHOCTU-MbILLIEYHbIX Kpamnu- 5 Cnyvam 488635 CMHApPOM paHHeWl 3I1MvIIeI1CMM-yMCTBeHHoM 5 Cnyuam
akpomeranum l0TCTaN0CTM-aHOMaNMN1 roI0BHOTO MO3ra
Cunapom numdeaembl-aedeKTos 488618 |HepocTaTOuHOCTb TPAHCKETONA3bI 5 Cnyuam
86915 |mexnpeacepaHoO NeperopoaKu-amLEeBbIX 5 Cnyuan 488434 |Cunpgpom KamnTogakTunuu, N’Baganaxapa, tun 3 |5 Cayyvau
aHomanwmi _ 488232 CuHapom Mallbd)OpMELtVIVI € pacuienneHvem 5 Coyuan
26914 CuHapom Aumdepembl-LepebpanbHoim s Cavaam cTONbI-Me30aKCcHaNbHOM NONNAAKTUAUU
apTepuoBeHO3HOI aHOManuu v 488168 CMHAPOM MUKpoLedanuu-BpoXKAEHHOM 5 Cnyuam
36821 CuHApoM nnccaHuedanum TMn 3-ceKBeHumn s Cavaam KaTapaKTbl-ncopuasnpopmHoOro gepmartura
[ iHOW deTanbHOM aKUHe3nUmn Y 481665 |HepocratouHocTb USP18 5 Cayuam
85297 |X-cuenneHHasa cnuHouepe6bpanbHana atakeua Tun 3 |5 Cayyamn 480491 MYO5B-accouMmnpoBaHHbI NPOrpeccupyoLmii 5 Cryuan
85295 |bone3Hb HSD10, aTMnNunuHbIi TMN 5 Cnyuan cemeiiHbI BHYTPMNEYEHOUHbIN Xxonecrtas
85284 |CuHapom BRESEK 5 Cnyuan 466695 |Aucnna3sua HaAKOHYUKOBOI YacTU HOCa 5 Chyyam
X-cienneHHbIii CUHAPOM YMCTBEHHOV oTCTanoCTU- 464756 |CEMeVHan HENPOIHAOKPUHHAA ONYXONb JKenyAKa | Cnyuan
85280 [BanbrycHoit pedpopmaLum IOKTEBOrO CycTaBa- 5 Cnyuamn run 1
lancmopdusma 464440 [MepBuuyHaa ANCTOHUA, TN DYT27 5 Cnyuau
85175 ‘(L;I,Mcnnasua 3cmu-j(eH,qanna 5 Cnyvam 464366 ::L(:;z;;:;quuposaﬂuaﬂ NeTanbHaA cKenetHas 5 Cryuan
85165 :I::mn:_:f;ms:::::::Tﬁzgnnasw-smepmm > Cnyuam [AyTOCOMHO-peLeccMBHan cnactuyeckas
d P — 459056 |V pe 5 Chyuam
CMHApPOM NafloOHHO-NOAOLWBEHHOM KepaToaepMUn- napannerus tun 75
85112 |XX nHBepcum Nona-npeapacnoNnoReHHOCTU K 5 Cnyuamn CuHApPOM MUKpoLUedanun-runoniasmm
NJI0CKOK/IETOYHOW KapLMHOMbI 457284 |mo30nucTOro Tena-ymcTBeHHO OTCTanoCTy- 5 Cnyvamn
[lecMUH-accouMmMpoBaHHaA mMonaTusa ¢ nuuesoro gucmopopusma
84132 5 Cnyuamn
BKAlOYEHUAMU B Buae Mannopu-nogo6Hbix Tenew, CMHAPOM NPOrpeccupyoLLero 3cceHLuanbHoro
83472 |Cunapom CAMOS 5 Cayuan 457212 [TPeMOPa-HapyleHus peun-nuuesoro 5 Cyuam
Bpo)XAeHHOe HapyLUeHNUe CUHTe3a XKeNUHbIX AMCMOPhU3Ma-YMCTBEHHAA OTCTANOCTH-
79095 | Lcnot Tvn 4 5 Cnysaun noBeseHuecKMX HapyLIeHWi
75374 |Bpaavoncus 5 Cnyuan 447737 |Aedpuumt DOCK2 5 Cnyyau
73272 3apepiKa pocTa BCreAcTBUe AeduupmTa s c CMHAPOM 1OBEHU/IbHOTO caxapHoro auabeta-
HCyAMHONOA06HOTO dakTopa pocTa 1 TMna nyuaun 445062 |ueHTpanbHbIit M nepudepuueckuii 5 Cnyuau
65287 |HepocTtaTouHOCTb 6eTa-ypenaonponmoHasbl 5 Cnyuamn HehpoaereHepauumn
Nerounbiii anbeeonApHbIl NpoTenHos- 444002 |MwuKpogeneunoHHbil cuHgpom 11¢22.2¢g22.3 5 Cnyyamn
572428 [runorammarnobynuHemMus c MAagEHUYECKUM 5 Cnyuan 423275 |CnuHouepebennapHan atakcua, Tun 40 5 Cnyyamn
Havyanom MnapgeHuyeckan aTpodpua ronosHOro mosra n
i i 402364 |mo33KeuKa C MOCTHaTa/IbHOM NporpeccupytoLei 5 Cnyuamn
569290 CUHAPOM MHOXECTBEHHOW MUTOXOHAPUANBHOMK 5 Cnyuam ouedanmel
lancpyHKLumK, TMN 6 MUKpouepanueu
566192 BpOK/AEHHasA ayTOCOMHO-PeLeccMBHan s c 401986 |MwukpoaeneunoHHbI cuHapom 1p31p32 5 Cnyyam
TpoM6oLMTONEHNA MaNbIX TPOMEOLUTOB fysan 397593 r“’“enb'ﬁ HeOHaTa/NbHbIA NaKTaT-auMAo3 5 Cnyuamn
557056 CnacTuuecKkas aTakcua-au3apTpua BCeacTene e BCneAcTBMe AeduumMTa Komnecka NFS1-1SD11
lnedunumta rnyramunasbl yuan CMHAPOM ayTOMMMYHHO SHTeponaTumn u
557003 |Okynouepe6poaeHTanbHbIi CUHAPOM 5 Cnyuan 391487 |pHAOKPMHONATMM-NPEAPACNONOKEHHOCTHU K 5 Cnyyau
CUHApPOM 06LLeli 3a4epKKM PasBUTMSA-aNONELUN- XPOHUHECKNM UHGeKUMAM
544488 |[makpouedanumn-nuuesoro gucmopdusma- 5 Cnyuan CMHAPOM YMCTBEHHO OTCTanoCTy-
CTPYKTYpPHBIX aHOMaNUii FONOBHOrO MO3ra 369847 [rMnepKUHETUHECKNX ABUNKEHUI-TYNOBULLHOM 5 Chyyan
529965 |[CuMHAPOM yMCTBEHHOW OTCTaNOCTU-ayTUIMa- 5 Cnyuamn arakeun
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Koiunyecteo

Koun4yecTso

‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
363665 CuHapom aKgoocreonusa-xenoup,ono,qoﬁnblx 5 Coyuam 2831 Pusomenuueckas gucnnasus, Tun MNatrepcoHa- 5 Coyuam
06pasoBaHuWii-NpeXKaeBPEMEHHOIO CTapeHus loypun
363654 X-cLuenneHHbI CMHAPOM NAapPKUHCOHM3MA- 5 Coyuam 2819 CuHapom cnacmuecr:ou napannermm n KoxHo- 5 Coyuam
cnacTuyHoCTU nnueBbIX NopaXkeHui
363618 LMNA-?CCOU,MMpOBaHHbIM CMHAPOM cepAedHo- 5 Cnyuam 280403 CemeiiHblli cMHAPOM omdanouene ¢ MMLEBbIM 5 Coyuam
KOYXHOW nporepumn lAncmopdpusmom
363611 CUHAPOM YMCTBEHHOW OTCTaNOCTU-HAPYLIEHUA 5 Cnyuam 280183 MeTunmanoHoBas auuaypua scnepcrsmne gedpekra 5 Coyuam
KOPMNIEHUA-3a4,ePXKKN pa3BUTUA-MUKpoLedanmm peuenTopa TpaHCKob6anamuHa
356996 ANK3-accounmpoBaHHbIA CUHAPOM YMCTBEHHOM 5 Cryuan 2798 CMHAPOM NAaXMTMPUN-YMCTBEHHOM OTCTANOCTH- 5 Cryuan
OTCTAaNOCTU-HApPYLIEHUA CHA bnunencum
353320 HepocTaToyHOCTb NMPYBaTKapb6oKcunassl, 5 Cryuan 2752 |OpodaumogurutanbHbiii CUHAPOM, TMN 3 5 Cnyvamn
|n06poKayecTBEHHDbIV TUN CMHApPOM NeTanbHOro omdanouene-paciiesimHbl
2736 o 5 Chyuam
352718 Mporpeccupytowian guctpodun ceTyaTkn 5 Cnyuam HEGa
BCaeacTsme p,ecbel(ra TPaAHCNOPTa peTuHona 2729 CMHApOM OkamoTo 5 Cnyqau
352596 MNporpeccupyrowan MUOKNOHNYECKasA anuencus ¢ 5 Cayuan 2715  |Taxenblii rna3o-novYeuHO-MO3XKeUKoBbIv cuHapom |5 Cayyamn
ancToHueit 2714  |Tnaso-He6HO-LepebpanbHbiii CMHAPOM 5 Cnyuam
3383  |Annasua nneyesoit KocTu 5 Cnyyamn 2703 CUHAPOM NNaMEHEeIoLEero HeByca-yBeNnyeHHOM k¢
3304 CuHApom TeTpaabl Panno-ymcTBeHHOIN OTCTaNoCTyU 5 Cyuam 60/1bLWO LUCcTEpHBI-TuApouedanmn flysan
33AEPKKK pocTa 2672 |CuHppom Helixaysepa-ditxHepa-Onuua 5 Cnyyan
329173 Ay'roaocnanmeunbnbm cuH,cipom C rHOHOWM 5 Cryuan 2669 CUHAPOM Hedpo3a-FNYXOTbi-aHOMaNMiA s Crvaam
6aKkTepuanbHoO MHPEKLMEN U aMUNONEKTUHO30M MOYEBbIBOAALLMX NyTeli-nanbLes A\
3291 |CuHgpom Tubu-Lantyta 5 Cnyvamn 2668 CUHAPOM HedpPONaTUU-TNYXOTbI- s
3238 |KapauocnoHaunokapnodaumanbHblii CUHAPOM 5 Chyvamn runepnapaTtupeosa Nyuau
3230 |CMHAPOM rNyXOTbl-0/IMrOA0HTUM 5 Cny4aun 264200 |MukpoaeneumoHHbIl cuHapom 14922923 5 Cnyuam
3217 CUHAPOM FNYXOTbI-ANBEPTUKYNE3a TOHKOM KULIKK- 5 Cyuan 261102 |CuHApOM AUCTanbHOW MUKpoAaynauKauum 7q11.23 |5 Cayyam
Heuponartuu X-cuenneHHoe MMMYHOHEBPOIorMyecKoe
AYTOCOMHO-peLeccMBHan cnactuyeckas 2571 sa6onesaHune 5 Cayuan
320391 5 Chyuamn
napannervs tun 46 2558  |Cunapom Mukatu-Haiiapa-Caxam 5 Cnyuam
320385 Hasne.qcheHHaﬂ CEHCOpPHaA 1 BeretaTMBHas 5 Cnyuam CuHapom aenneuun mutoxoHapuansHoii AHK,
Helponartua scneAcTeue MyTauuu B reHe TECPR2 255235 |sHuedanommonatuyeckan popma c noyeyHowl 5 Cnyuam
320360 MT-ATP6-accouMmpoBaHHaA MUTOXOHAPUANbHAA 5 Cryuan ry6ynonatueii
CnacTnyeckan napannerus CUHAPOM MUKPOKOPHea-rN1ayKoMbl-OTCYTCTBUA
= 2536 5 Chyuam
KoM61HUPOBaHHbIM AedeKT OKUCAUTENBHOTO No6HbIX Nasyx
319519 5 Chyuamn
bocpopuauposanua tun 14 2091 CUHAPOM aHOMaNUI MIONNIEPOBbIX NPOTOKOB- 5 Cryuam
319160 BpO)KAeHHaﬂ MUonaTtua € BHYTPeHHUMU agpamu n 5 Cny'-lau lAHOMaNUMN KOHeYHOoCTen
ATUNUYHBIMU CTEPXKHAMMU 2432 CMHAPOM MaKPOCOMUN-MUKPODTANbMUM- s e
3180 |CuHApPOM CNOHAWNOKAMNTOAAKTUANN 5 Cnyvamn pacwenuHbl HéGa nysan
3168 |CuHgpom CaiineHca 5 Cnyuamn i -
AP Y 228390 CuHapom ¢p0HTonaiaanou p.vnvcnnaauu 5 Coyuan
3166 |Cuanypua 5 Chyvamn anoneunmn-anHomanuin reHutannin
3164 CuHgpom omdanouene, Tun LLUNpuHTUEHA- 5 Coyuan 228240 3nac70,qevpmuﬂ _ 5 Chyyaun
Fonbabepra 228227 OuaroBblii AepMasibHbIN 3/1aCTO3 C NO3AHUM 5 Crvuan
314652 |Amunounaos sapuanTt ABeta2M 5 Chyvamn Hayanom i
CMHApPOM NuueBoro AucMmopdusma-Taxkenou [baumo-Kapano-cKeNeTHbI CUHAPOM C
" 217026 o 5 Cnyuamn
314555 |621M30pPYKOCTU-OCTEONEHUMU-UHTENNIEKTYaIbHOW 5 Chyyaun Mmukpouedpanuei, TMn Xag3mcenumosuya
HeA0CTaTOYHOCTM-3y6HbIX aHOManwii 2158 CUHAPOM rMCTUANHYPUN-IOPAXKEHUA NOYEUHDBIX 5 Cavuan
314034 |MuKpoAynAUKaLMOHHbIW CMHAPOM 7p22.1 5 Chyvam KaHanbLeB v
3079 |YmcTBeHHas oTcTanocTb, TMN byaHoc-Alipeca 5 Cnyvamn 2085 |CvHApOM rnayKombl-anHO3 CHa 5 Cnyyamn
300552 |[PonnuKynApHbIM XONAHTUT U NAHKpeaTUT 5 Cnyuamn 2077 |Cvnppom lepmaHa 5 Cnyyamn
300504 |OHuxoUMTapHaA MaTPMKoMma 5 Chyyaun 206580 IAYyTOCOMHO-peLeccuBHan 601e3Hb HUKHUX 5 Cyuam
300313 |CMHAPOM BPOXAEHHOM KaTapaKTbl-TyroyXxocTu- s Cavaan MOTOHEPOHOB ¢ ae6loTom B AeTCKOM Bo3pacTe
TAYKenon 3apeprKKn pasBuTua Y 2001 CMHAPOM pacLenuHbl rybbl n/vnm Heba- 5 Cavuan
3003 [MukHOaxoHAporeHes 5 Cnyuam MHTECTMHANbHOI MaibpoTalMn-KapaMonaTum v
CMHAPOM HEe,0CTaTOYHOCTU NOAKENYA,0HHON
293964 FMNOUHCYIMHEMUYECKAA TMNOTNNKEMUA U 5 Cayuan 199337 Ap A A YA 5 Cayuam
remuruneptpodua tena ’Kenesbl-aHeMuu-runepocrosa
293955 DHuedanonaTua AeTcTea BCreACTBUE s 1811 |OpoOHTOMUKPOHUXaNbHaA Aucnnasua 5 Cayyan
HeA0CTaTOYHOCTU TMaMUHNNPOPOCHOKUHA3bI Nyuau 169079 |Hepocratouoctb Cernunnos-XLF 5 Chyyamn
293925 CUHAPOM NneTanbHOro 3a1'5|noquoro 5 Coyuam 168563 CuHapom flG,Xl( AUCTEHE3UU FOHAA-MOTOPHOM U 5 Coyuam
3HUedanouene-ckeneTHou ancnaasmm ceHcopHOI HeliponaTum
293462 I'lpe,qecu,eme'roaava AUCTpodUA porosuLibl 5 Cnyuamn 168443 CMHApOM cnoHaunoanumetTapumsapHon 5 Cryuan
CUHAPOM Ta30BOW AUCNNA3MU-aPTPOrpUNO3a lAncnnasmn-runoTpmuxosa
2840 . 5 Chyvamn >
HUXXHUX KOHEeYHoCTen 1657 |Oepmatoocreonusuc, Kuprusckmii un 5 Chyyaun
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa TS ‘ ORPHAKop, ORPHAkoa, .
157962 |OKynoaypuKynspHbiii cuHapom, Tun Lopaepera |5 Cayyaun 556955 CMHAPOM areHe3uu NoaXKenyAo4HOM Kenesbl- 4 Cryuam
157954 |Cunapom ANE 5 Cayuam rononpossHuepanuu
CuHApPOM peTpakuum [lysitHa ¢ BPOXAEHHOM
156728 CnoHaunosnumetadpusapHaa gucnnasua, Tun 5 Crysam 529574 Ap v peTpakuum fly: POXKA, 4 Cnyuam
maTpuauH-3 rnyxoroii
1566 Cunapom auomfnvwl NleHamn-Yokepa- 5 Cryuan 521438 CuHapom BpO)KAeHlibIX Mo3BOHOUHO-cepAeUHo- |, Cnyvan
NOCTaKCcManbHOM NONMAAKTUAUN NoYeYHbIX aHOManum
1562 |CuHApOM JaKPUOLUCTUTA-OCTEONONKNA03a 5 Chyuam 521390 CMHAPOM CNacTU4ECKOi Napaneruu-yMcTBeHHOI 4 Cryuan
1514 KpaHMoAWIUTaNbHDBI CUHAPOM C YMCTBEHHOM 5 Cryuam OTCTaN0CTU-HUCTarMa-0XKnpeHuA
OTCTaNnoCTbIo 521305 I'Ipoxcumanbi:an MMONaTUA € 04aroBoii Aenneuueit|, Cnyuam
1415 CMHAPOM XONecTa3a-NUrMEHTHOM peTMHONaTUM- 5 Cryuam MUTOXOHAPUK
pacwennHbl Heba AYyTOCOMHO-peLLecCMBHAA OC/I0KHEHHAA
1129 CMHAPOM apaxHOAAKTUAMM-GHOMANbHOTO s Crvaan 506353 [cnacTuueckasa napannerus ecneacrsue 4 Cnyuamn
(OKOCTEHEeHUA-YMCTBEHHOI OTCTaN0CTH v AchyHKumMM NyTv KeHHeau
1113  |Cungpom adanaHru-cuHaakTMAMK-muKpouedanum |5 Cayuan 505216 [3-meTnarnyTakoHoBas aumaypus, un 9 4 Cnyyamn
101076 |X-cuenneHHas 6onesHb LLapko-Mapu-Tytatun 2 |5 Cayuan X-cuenneHHOW CUHAPOM aTpe3suM HapY}KHOTo
CMHAPOM anoneLMu-KOHTPaKTYp-KapAMKOBOCTH- 500188 |cnyxoBoro npoxoaa-pacliMpeHHOro BHyTpeHHero |4 Cnyvamn
1005 YMCTBEHHOI OTCTAnoCTH 5 Cryuan cnyxosoro npoxoaa-nuuesoro aucmopdusma
OTUOBCKan oAHOPOAUTENLCKAA AUCOMMA CuHAPOM MUKpOLedanum-runonasmun
96192 pOMOcomb! 7 4 Cnyyaun 500159 |mo3sonucroro Tena u uepea mosxeuka-nmuesoro |4 Caydyamn
lAMcMmopdmr3ma-ymcTBEHHOM OTCTaNOCTH
96188 MaTepuHCKan 0AHOPOAUTENIbCKAA AUCOMUA 4 Crvaan —
POMOCOMDI 22 y 500095 CuHapom Bblcouopocnocm-ymctaennou 4 Cryuan
= loTcTanocTn-noyeyHbIX aHOManuit
93946 |Uepebpo-nanaTto-KapauanbHbiii cuHgpom Famens |4 Cayyaun —
MYBPC1-accounnposaHHbIii ayTOCOMHO-
93405 |CuHpakTuama tMn 4 4 Chyyamn o -
498693 |peuieccuBHbIN HeneTaNbHbI CUHAPOM 4 Chyyaun
93333 |TasoBo-nonarto4Has gucnaasva 4 Chyyaun
MHO}KeCTBEHHOro BPOXXAEHHOro apTporpunosa
921 CuHapom A6pyuuo0-dpUKCOHA 4 Chyyaun "
CMHAPOM YpPE3MEPHOro POCTa C TPaHC/I0KaLuuen
90023 CUHAPOM NEepBUYHOrO UMMYHOAedULMUTA 4 Cayuan 498488 2937 4 Chyyan
Benencraue Aeduuura LAMTOR2 CMHAPOM YpPE3MEPHOrO POCTa-HaPYLUEHUA
88635 BakyonspHas muonatus c arperatamu Genkos 4 Cnyuan 498485 |bopmupoBaHMA MeTadpU30B-CNOHAMNAPHOIA 4 Cnyyan
capKonnasmaTU4YeCKoro peTukyayma avcnnasun
85326 |X-cuenneHHas ymcTBeHHasa oTcranocrb, Tun Cronna |4 Cnyyaum 497906 CMHAPOM AereHepaLyy 6asanbHbIX FaHIMES C s v
85325 X-cuenneHHas YMCTBEHHasA OTCTaNOoCTb, TUR 4 Cryuan ne6lotom B getcrae A\
CreBeHcoHa 495818 |MukpoaeneumonHbiii cuiapom 9933.3q34.11 4 Cayuan
85323 X-cuenneHHas YMCTBEHHasA OTCTaNOCTb, TUN 4 Cryuam CHHAPOM BPOXAEHHOM MbILIEYHOI ANCTPODUM-
CumaHosa 486815 |abixaTenbHoOIi HeAOCTaTOUHOCTM-KOMKHBIX 4 Cnyuan
85285 |X-cuenneHHaa yMCTBEHHaA OTCTanoctb, Tun Wumkeld Cayyan aHomanwii-runepmo6unbHoCTH cycTaBoB
85283 X-cgenneuuaﬂ YMCTBEHHAA OTCTaNOCTb, TUN 4 Cayuan MFF-accouumnpoBaHHas sHuedanonarTma
Maiinca-Kapnentepa 485421 [scnepcTBue AedeKTa MUTOXOHAPUANLHOIO U 4 Cnyuan
85186 CUHAPOM SHAOCTAaNbHOIO CKNEPO3a-MO3KEUYKOBOW 4 Cyuan NepoKcUcoManbHOro geneHus
runonnasuu- POGLUT1-accoumMmpoBaHHasa NOACHO-KOHEYHOCTHanA
480682 4 Cnyyaun
85184 KpaHuome'rap,uadmsapHaa avucnnasuva, Tun a Cny'-lau MbllWeYHas Auc'rpod)ug R21
4epBeo6pasHbIX KocTel MN30/MpPOBaHHbIN HEOHATaNbHbI
OcTeogucnaacTuyeckas gucnaasus ¢ 480556 c,(nep(:;”py,om“ﬁ XONAHFUT 4 Cnyyau
85172 o 4 Chyyaun
Mukpouedanueit, Tun Cayna-BunbcoHa 480536 MSH3-accouMmMpoBaHHbI aTTeHYUPOBaHHbIN 4 Cryuan
806 CuHgpom CKoTtTa 4 Cnyuamn cemeliHblli aAeHOMAaTO3HbII NOAUNO3
77295 |OpoHTONEMIKOAUCTPODUA 4 Chyyaun i MHbIM i
n:psuqnblﬁ mﬁmy:o:’e¢uqm ¢ aepuuutom : 480476 )T::;’Egc:r::':"-l”" [ Cnyuan
75391 |ecTecTBEHHbIX KUNNEPOB-HEA0CTAaTOYHOCTbIO 4 Chyyaun CMHAPOM NleTaNlbHOrO0 HEKOMNAKTHOrO MUOKapAa
HaANOYeYHMKOB 478049 |neBoro »enypo4yKka-cyaopor-runoToHum- 4 Chyyaun
69735 CuHApOM runoTpuxosa-numoegembl- 4 Cryuan KaTapaKTbl-3aAeP}KKU pa3BUTUA
TeneaHrnakrasmum-nopakeHms noyek CMHAPOM MUKPOrHaTUU-PELUAUBUPYIOLLMX
65743 AYTOCOMHO-A0MUHAHTHbI CUHAPOM 4 Cryuam 476126 |MHdeKumit-noBeaeHUECKUX HaPYLLIEHU-Nerkom 4 Cnyyaun
MHO>KeCTBEHHbIX NTEPUrMYMOB ymcTBeHHOM oTcTanoctu
CUHAPOM NnepmaHeHTHoro HeouaTanbﬂHoro 268717 [ToueuHaa pusomenunyeckan XxoHApoAUCNNA3UA TN 4 Cryuam
65288 |caxapHoro anabeta-naHKpeaTMYecKon n 4 Cnyyamn 5
MO3)Ke4YK0oBO areHesum 46059 |Natocreponos 4 Chyuan
580933 |CmeprenbHble NOPOKK pa3BMTUA mo3ra u cepaua |4 Cayvamn 459074 CUHAPOM areHe3nm Mo30/UCTOro Tena- 4 Cavuan
(CEBPE-accoLMMpPOBaHHbI CUHAPOM maKpouedanuu-runeprenopmsma Y
566067 |ayroBocnaneHus-ummyHogeduumnta-auchyHkumm |4 Cnyyamn CuHApPOM nporpeccupyowei
HeliTpodunos i -
HeoupaT:)anan anunenTuyeckan sHuedanonatna 457395 :';Z:ﬁ“::’;::r':?:24’:::::::;:: C‘I:I::)a(3:nMIOCHeBbIX 4 Cnyuan
557064 H 4 Cryuan P P P

n3-3a p,ecbuu,ma rnyTamuHasbl
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
456328 X-cuenneHHot cuHapom Muo*ryﬁynuapuou 4 Cryuan aHomanwmi
MMONaTUU-aHOMAIbHBIX FeHUTaNUn 370052 |Cunapom SCALP 4 Chyuamn
451612 CemeliHan BpPOXAEHHAA HENPOXOAUMOCTb 4 Coyuan 369942 |cADDS 4 Cyuan
HococnesHoro KaHana 369837 CUHAPOM YMCTBEHHOI OTCTaN0CTU-CYA,0pOr- 4 Covaan
447893 CuHAPOM rMnomuenMHusaumu-aTpodpum 4 Cyuam runogocdartasnm-opranbmo-ckeneTHbIX aHOMaNUn v
MO3XKeyka-rmnonsiasmi Mo3oinCToro Tena YMcTBEeHHas oTcTanocTb-6paxmuaakTMANA-CMHAPOM
lepULUT MUTOXOHAPUANBHOTO NepeHOCHMUKa 364577 Mbepa PobeHa 4 Cyuam
447784 4 Cyuam p
nupysara 363969 |AyTocomHo-peueccuBHas uepebpanbHas atpodua |4 Cayyam
CMHAPOM WeNywaLeHca KOXN-NeNKOHNXMM- Cunapom KyneHa-ge ®pusa Bcneacrsme TodeUHOM
444138 [TO4EYHOro aKPaNbHOTO KepaTo3a-XennuTa- 4 Cnyuan 363965 MyTaumm 4 Cnyuau
HaACyCcTaBHbIX noAyLuedek 363705 |KpaHuo-pauno-ppoHTO-AUrMTaNbHbIV cMHApom |4 Cayyam
CuHApPOM NneTanbHOU Manb$popmaLMmn roNoBHOro CUHAPOM TANEN0M YMCTBEHHOM OTCTaN0CTH-
444069  [mosra nnopa-aTpesua ABEHAALATUNEPCTHOI 4 Cnyqan 363686 |manoro cnoBapHoro 3anaca-Kocornasus- 4 Cnyyam
KULKWU-ABYCTOPOHHEN FMNONIasnMmn NoYeK FPUMACHUYAHBA-AAMHHBIX NAAbLES
443995 |MaHpubyno-daumnanbHblii AU30cTo3 ¢ anoneuueii |4 Cnyyaum THOC6-accoLmMmMpoBaHHbIi CHHAPOM 3aAePHKKN
PCNA-accouMMpoBaHHbIi CHAPOM 363444 |passutua-mmkpouedanmmn-nMuesoro 4 Cnyuan
438134 |nporpeccupytolueil HelipoaereHepaTUBHOM 4 Cnyyan lancmopduama
CBETOHYBCTBUTENbHOCTH CMHAPOM KOPOTKOM JIOKTEBOM KOCTU-
RARS-accouMmUpoBaHHan ayTOCOMHO-peL,eccMBHasn 357175 5 4 Cnyyaun
438114 0 4 Cyuan lAMcMmopdr3Ma-runoToHMU-yMCTBEHHO OTCTaNOCTU
MnomuenuHusupylowwan neikoancTpodua 356961 BporKAeHHOE HapyLIeHNe FNKO3UIMPOBaHUA 4 Cyuan
436166 Mepuoanyeckan nuxopap,Ka-Mnap,Squcxuu 4 Cryuam SLC35A2-CDG
PHTEPOKONNT-ayTOBOCMAMTENbHBIN CUHAPOM 356947 |MukpoaeneumnoHHbl cuHapom 3726927 4 Chyyaun
435998 AYyTOCOMHO-peLLecCUBHAA MPOMEXKYTOUHas 4 Cyuan 352709 |HUA13 4 Cryuan
6onesHb Lapko-Mapu-Tyra, Tun D =
— 352470 DND2-accouMnpoBaHHbIii CUHAPOM Aeneumnmn 4 Cavuan
435660 ;I::;ac::Tuv::':a::aHHaﬂ cemeiiHanA YacTUYHanA 4 Cryuam MuTOXOHAPManbHOM OHK y!
- AVICTD 3355 |Tpuxo-0A0HTO-OHMXMANbHAA AUCNAA3UA 4 Cnyyaun
424027 W;I):;peccupylou.lan MHUOKNOHMIECKaA snunencus, 4 Cnyyam 329341 |[/lumbuueckuii aHuedpanut c aHtutenamm K DPP6 4 Cnyyaun
A CMHAPOM MUKpoLedannmu-mo3KeUKoBo 1
420702 YIOCOMHO PEUecCBHan TAKENAR BPOKACHHAR 4 Cnyyaum 329332 |rMnonnasumu-HapyLeHUA cepAeyHON 4 Cnyyamn
HeiiTponeHua Bcneacreune gedpuuymra CSF3R
- - npoBogMmocTu
CuHgpom AHDC1-accoumMmnpoBaHHON YMCTBEHHOM CMHAPOM PaaHOYNLHAPHOTO CHHOCTO3a-3aACPIKKM
412069 |0OTCTaNOCTU-O6CTPYKTUBHOIO anHO3 CHA-/1erKoro 4 Cnyyan 3270 4 Cnyyan
Pa3BMTUA-TMNOTOHUMN
AncmopdU3ma lo6poKkauecTBeHHanA BPOXKAEHHAA MMonaTua
CUHAPOM TAXKENOl YMCTBEHHOMW OTCTaNIOCTU- 324581 P POIA 4 Cnyyan
404473 o o 4 Chyyaun camapuTaH
nporpeccupyioLLei cnacTuyeckoin aunaerum —
324313 |MuKpoaeneunoHHbI cuHapom 9p13 4 Cnyyaun
404466 "KeHckoe 6ecnnoaue BcneacTeme gedekrta zona 4 Crvaan Cwnano S S—
. M T. Tbl- M
pellucida v 3232 AP Y amny p 4 Cnyyan
- cpeAHero yxa-napannya aMueBoro Hepsa
CuHpgpom anuddysHoM aTpodumn ronoBHOro Mmosra u C 3
404437 |mo03KeuyKa-pe3ncrecTHbiX NPUCTynos- 4 Chyyamn 3207 MHAPOM rMnonnasun benoro f ELyecTBa-arenesum 4 Chyyaun
o MO30/IMCTOrO TeNa-yMCTBEHHOI OTCTaNoCTU
nporpeccupytoleit mukpouedanmn =
AYyTOCOMHO-peL,eccuBHanA cnoHaunomeTadpusapHas 319509 Kom6uruposanHbIii AedekT okucuTenbHoro 4 Chyyaun
401979 4 Cnyyan [pocopunmposanma tun 9 v
lAncnnasusa, Tun Merapbane —
rMnepammoHuemunyeckas aHuedanonatua 319195 Xou,qpoaumo,qepmanbuaa ANCINIa3NA € HOUHOW 4 Chyyaun
401948 4 Cnyyaum cnenoTtoi
BcneacTeue aedpuunta kapboaHrugpasol VA -
401862 |Oeduumnt amnonntpaHcpepasbi 1 4 Chyyamn 3186 Curapom ronoTposaHu,ed)anuM-aHomanMM 4 Chyyaun
nyuyeBbIX KocTeil, noyek 1 cepaua
AYyTOCOMHO-peLLecCUBHaA cnacTuyeckas
401835 4 Cnyyan ATUNMYHaA AucNAasua AeHTUHA BCheacTBue
napanneruna tun 70 314721 4 Cnyyan
lneduumnra SMOC2
AYyTOCOMHO-peLLecCUBHaAA cnacTuyeckas ra— =
401810 4 Cnyyan IATP13A2-accoummpoBaHHbIA HEMPOHaNbHbIN
napannerua tun 64 314632 o 4 Cnyyan
LeponaHbIii (NnodycuMHO3, oBEHWUNAbHAA ¢popma
AYyTOCOMHO-peLLecCUBHaAA cnacTuyeckas
401780 4 Chyyaun HacnepcrBeHHaA CEHCOPHAA U BereTaTUBHanA
napanneruna tun 61 314381 - 4 Cnyyan
SIM1-accouumpoBaHHbliii Mpagep-Bunam- Heiiponarua Tvn 6
398079 . 4 Chyvan 313795 |Cunpgpom [kasapa 4 Chyyamn
NoAo06HbIV CMHpOM —
313781 |MuKpoaeneunoHHbIi cuHgpom 20p13 4 Cnyyaun
397951 CuHApPOM MUKpOLEedANMN-TOHKOrO MO30/IMCTOrO 4 Crvaan
Tena-yMcTBEHHO# oTCTanocTn Yy 3133  |Cunpgpom Can-dunpa-Kongyanna 4 Cnyyan
CUHAPOM CaKpanbHOro areHe3a-aHOMaNbHOro 3132 |Cuxapom Can-Bap6epa-Munnepa 4 Cnyuan
397927 |oKocTeHeHUA Ten NO3BOHKOB-NepcucTUpylowero |4 Cayuan 3101 |Cunapom Pnuyepu Kocta-pa Cnabeb! 4 Cnyyamn
HOTOXOPAANbHOrO KaHana 3088 |CuHppom PeBeua 4 Chyyau
397755 Mepuoanyeckuii napanuny ¢ TPAaH3UTOPHbIM 4 Cavaan 306550 |FADD-accouuvpoBaHHbIii UMMYHOAEDULUT 4 Cnyuan
KOMNapTMEHT-NOA06HbIM CUHAPOMOM i X-cLienneHHoM CMHAPOM YMCTBEHHOI OTCTaNOCTH-
CUHAPOM HM3KOPOC/IOCTU-aTPE3UM CTYXOBOFO 3055 |rMnoroHagM3ma-UXTUO3a-0XKUPEHUA- 4 Cnyyan
397623 . 4 Cnyyam
NpoXoAa-rmnoniasmmn HUXKHEW YeNCTU-CKeNETHbIX HW3KOPOCNOCTU
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‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
3052 X-cLenneHHbI CUHAPOM YMCTBEHHOI OTCTaNoCTH- 4 Cryuan 2412 CuHApOM BbiBUXA Tasob6eapeHHOro cycraBa- 4 Cryuam
cypopor-ncopuasa lAncmopousma
3044 CUHAPOM YMCTBEHHOI OTCTaNOCTU-AUCMOpPdU3Ma- 4 Cryuan 2386 CuHapom neM:(oauued)anonamu-nap,ouuo- 4 Cryuam
rMnoroHaAusma-caxapHoro guabera NoAOLWBEHHOM KepaToaepmun
3035 CUHAPOM 3a4epXKKKM pocTa-ruapouedpanmm- 4 Cryuam 228399 |MuKpoAynAMKaLMOHHbIN cuHApom 8q12 4 Chyyaun
runonsasnuu nerkux 228374 |bonesHb LLlapko-Mapwu-TyTa, Tvn 2B5 4 Cny4yaun
3015 |Papguo-peHanbHbiii CUHAPOM 4 Chyyan 2278 CMHAPOM UXTUO3a-YMCTBEHHOMW OTCTA/NIOCTH- 4 Crvuam
CUHAPOM 60NEe3HEHHbIX INa3HbIX U CUCTEMHBbIX Kap/IMKOBOCTU-NOYEYHOW HEA0CTaTOYHOCTH v
300501 " 4 Chyyaun
Helipopnbpom-mappaHonaHoro peHoTUna 2269 CMHAPOM MXTHO3a-anoneyum-IknabruoHa- 4 Crvuan
CUHAPOM OTCYTCTBMA Npope3biBaHUA 3y60B- 5KTPONMOHa-yMCTBEHHOI OTCTaNnoCTH v
2972  |runonnasuvA BepPXHei YentocTu-BanbrycHomn 4 Chyuan 2218 CMHAPOM rMNEepPTPUX03a LEeNKU MaTKU- e
lnepopmauum KoneHHbIX cycTtaBoB nepudpepuyeckoii Heliponatum flyuan
2946 CMHApOM 6paxnAakTUIUKM-ANMHHOTO 601bLWIOrO 4 Cryuan 2215 CuHapom MHO)KEVCTBeHHbIX nTepuruymos- 4 Cryuam
nanbua 3n0KauecTBEeHHOM runeprepmumn
CUHAPOM rMNOroHaA0TPONHOrO rMNOroHaAU3IMa- HacnepcrBeHHbI rMNOTPUXO3 €
293967 [raxkenoi mukpouedanun-HeMpoceHcopHomn 4 Cnyyan 217407 PELNAUBUPYIOLLMMM KOXKHBIMU BE3UKYNaMU 4 Cayuan
Tyroyxoctu-gucmopousma 217396 Mporpeccupytowas noanHeponaTus ¢ 4 Cavuau
293825 BpoXAeHHan AM33pUTPONO3TUYECKAA aHeMUA, TUN 4 Coyuam ABYCTOPOHHMM CTPUAPHBIM HEKPO3OM y
v CuHApom 6one3Hu MpnpyHra-6paxmaaktunum
CuHapom poKOMENUUN-IKTPOAAKTUNINN-TNYXOTbI- 2150 ltuna D 4 Cayuan
2878 o 4 Chyyamn
CMHYCcOBOW apuUTMuK BpoXxkAeHHaA netanbHaa muonatua, Tun KomntoHa-|
CUHAPOM HU3KOPOCNOCTU-KPbINIOBUAHDIX CKNAA0K 210163 HopTa 4 Cayuan
2865 4 Cnyuam L
wen-naroaoruu cepaua 210136 CuHApoMm neroyHoro ¢pubposa-neyeHoYHoW ac
284339 [MoHTouepebennapHas runonnasua tun 7 4 Cnyyaum rMnepnaasMmn-runonaasum KOCTHOro mosra Nydan
2838 |CuHApOM AMBEPTUKYIOB YawleyeK NOYKU-rnyxorbl |4 Chyyaun 210128 [YpoKaHuuecKasa aumaypus 4 Cnyyan
2820 CMHApOM cnacTuyecKoi napanaerun-Hedpura- 4 Cryuam 209967 [Inu3oauuecKas atakcua Tmn 6 4 Chyyvan
r1yXotbl 2031 CuHgpom $pubpo3a neyeHM-KUCT NoYeK- e
280654 |AyTrocomHO-peLeccuBHan AUCNAA3nA HOITen 4 Chyyaun ymcTBeHHoM oTcTanoctu Nydan
280598 HaCﬂeACTBeHHaﬂvceHCOﬂcOTOPHaﬂ Heuponatua ¢ 4 Cnyuam 1973  |®aumokapanopeHanbHblii CUHAPOM 4 Cnyyan
rMnepsnacTuiHon Koxeu 1952 CMHAPOM 3nMU3aPHOIA 3ePHUCTOCTU-TUNEPNNA3UN ac
280586 [XoHapoaucnnasusa ¢ BbiBUXOM cyctaBos, Tun gPAPP|4 Chyuyaun locTreoknactos flyuan
280558 |CuHApom BapluasBcKMX XpOMOCOMHbIX NOIOMOK 4 Chyyamn 1816 CUHAPOM NleiikomenaHogepMbl-MHGaHTUAN3Ma- ac
280142 TAXenbli KOM6MHUPOBaHHbIN UMMYHOAePULUT 4 Cryuan yMCTBEHHOW OTCTaNOCTU-TMNOAOHTUM-TUNOTPUXO3a Ayian
BCneACTBUE HepocTaTouHOCTH LCK F'MapoTryeckan aKToaepmanbHaa AUCNNA3UA, TUN
" 1809 4 Chyyaun
2769 CemeitHan octeogucnnasua, Tun AHgepcoHa 4 Chyyaun Xananb
2730 MocTtakcManbHan TeTpamennyeckas 4 Cryuam 1794 |OkynomakcunodaumnanbHblii AU30CT03 4 Chyyau
onuropakTuamna 1787 |AkpodaumanbHbiii gnsoctos, Tun ManaroHus 4 Chyyaun
2723  |OAOHTOTPUXOME/IMUECKUIA CUHAPOM 4 Cnyyan 178400 lncTanbHaa MUONATMA C HaYaIOM B NepeaHUX 4 Cryuan
CUHAPOM MHPAHTUABHBIX CNAa3MOB- 60/1bLwe6epLoBbIX MbILILLAX
263410 NCUXOMOTOPHOU 3a4ePXKKU-Nporpeccupytouien 4 Cryuan 178396 remopparuquKaﬂ 6one3Hb BCneacTsum 4 Cryuan
aTpodum ronosHoro mosra-3abonesanus MuTTcOYyprckoi mytauum anbda-1-aHTUTPUNCUMHA
6a3anbHbIX raHraves 1768 |CemeitHan KayaanbHaa gucreHesuna 4 Cnyyan
2589 :::;xp::::w MMWOK/IOHYCOB-MO3KEUKOBOW aTakcun- |, nyuan 171844 |CuHAPOM CnenoTbi-CKONMO3a-apaxHOAAKTUINN 4 Cnyuaum
R — = 171703 CMHAPOM MUKpoLLedanumu-noAMMUKPOrMpum- 4 Cryuam
MHAPOM NeTaNbHOW 3aAep*KKN BHYTpUyTpob6HOro areHesuu mo3onucToro Tena
2570 |pa3BMTUA-aHOMA/UI KOPbI-BPOXKAEHHbIX 4 Cnyuamn 1682 |Cunapom paccnoeHus apTepuii-neHTUrMHO3a 4 Cnyuamn
KMOHTpaKTVp — 166024 MHoKecTBeHHasa anudusapHas gucnnasusa, Tun 4 Cryuam
251304 Naf,eHYeHCKNI NAHHUKYUT C YBEUTOM U 4 Cryuam Anb-TFasanu
CUCTEMHBIM rpaHyneTaToaoM CemeiiHan me3uanibHas BUCOYHAA 3NUaencus ¢
251056 [MwuKpogeneunoHHbIii cUHAPOM 6q25 4 Cnhyuam 165805 be6pMAbHBIMM cyaoporamu 4 Cnyuam
250977 [AICA-pubosnaypus 4 Cnyyan 163985 [CuHApom runepaknnekcum-snunencum 4 Cayuan
250972 MoAMMUKPOrupuUsA ¢ runonaasmeii 3puTeIbHoro 4 Cryuam 163971 X-CLienneHHas yMCTBeHHas OTCTanoCTb, TMN 4 Cyaan
Hepea Lunnnepca
Me3omennuyeckan AUCNNA3NA BEPXHUX
2497 N 4 C, CnoHpunosnudusapHan gucnnasusa, Tun
KoHeuHocTeit fysan 163668 |1\ repmora 4 Cnyuam
247827 CUHAPOM IKTOAEPMANbHOWU ANCNNA3ZUN-KOXKHOMK 4 Cyuan 163654 CMHAPOM CMIOHAMN03NNU3aPHOI AUCNAA3NM- 4 Cyaan
CMHAAKTUNUM 6paxuAaKTUAMM-HAPYLIEHUA peun
247790 |FTH1-accouumMpoBaHHaA neperpysKa xeaesom 4 Chyyau CnoHaunosnudusapHas gucnnasus, Tin
= = = 163649 ’ 4 Cnyuamn
247604 |HOBeHUNbHbIN NepBUYHDBI 60KOBOI CKNepo3 4 Cnyyan Hucnmypbi
CuHApPOM MmapdaHOoMAHOro GeHOTUNa-ayTOCOMHO- NleTanbHbIii aKaHTOAUTUYECKMI ByANnesHblit
2463 peLeccMBHON YMCTBEHHOW OTCTaNOCTH 4 Cnyuan 158687 4 Cayqan
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
157832 |KpaHuopuHusa 4 Cnyyaun CuHApoMm AnabeTa HOBOPOXKAEHHDbIX-BPOXKAEHHOTO|
1538 CMHAPOM KPaHMOCUHOCTO3a-Manbpopmaumnm 4 Crvaan 79118 [rMnoTMpeo3a-BPOKAEHHOW rnayKkombl-pubposa 3 Chyuam
AeHamn-YoKkepa-rugpouedannn Y neyeHU-NONMKNUCTO3a NOYEK
1528 |KpaHuotensaHuedanbHas aucnnasms 4 Cayuan 77299 CMHAPOM MUKPOPTaNbMUU-aTPODUMN FONIOBHOTO 3 Coyuam
1508 |KoKcoaypuKynspHbili CMHAPOM 4 Cayuan mosra
1436 X-cLuenneHHbIl CUHAPOM CKeNeTHOM Aucnnasuu- 4 Crvaan 75325 CMHAPOM OCTeOCK/IePO3a-UXTUO3a- 3 Cyuan
lymcrBeHHoIi oTcTanoctn A\ npeXxAeBpeMeHHOro UCTOLLLEHUA AMYHUKOB
1423  |NetanbHas peueccMBHas XOHAPOAUCNNA3MA 4 Cnyuan 73223 CuHapom obLeit 3aaepIKKM pasBUTUA- 3 Cyuan
140976 |Cunapom RHYNS 4 Cyuau locTeoneHun-sakTogepmanbHoro aedekra
1406 Cunapom Yapau M 4 Cayuan 71278 BporkAeHHaA AucreHesna roJIoBHOro mosra 3 Cryuan
HacneACTBeHHAR CEHCOPHO-BeTeTaTHBHAN BCheAcCTBUE HEAOCTAaTOYHOCTU IIYTaMUHCUHTETasbl
139573 |HeliponaTtuA c FyXoToit n obLyeii 3aaepKKon 4 Chyyan 69125 AHOHMXMA € ﬂvVII'MEHTaLI,MEVI crubarenbHbIx 3 Chyuam
pa3BuTua nosepxHocrei
137911 |CuHApPOM ayTM3Ma-«BUHHbIX NATEH)» 4 Chyyamn 66633 (CHAPOM HEMPOCEHCOPHON TYTOYXOCTU-paHHeit 3 Cayuam
TANOTOHWA C NAKTAT-aUNA030M 1 ceAnHbI-3CCEHLManbHOrO Tpemopa
137908 rMnEepammoHnemMeli 4 Chyuan 65798 |Cunapom l'yamaHa 3 Cnyuam
Bo/1Ie3Hb HAaKOMNJ/IEHUA IIUKOTeHa BCaeAcTBUue 629 Huskopocnocts BcneacTeue Guonoruyecku 3 Cnyuan
137625 [HeAOCTaTOYHOCTM MbILLIEYHOW M CepAEeYHOM 4 Cnyyaum HEAKTMBHOTO rOPMOHaA pocTa
FIMKOreHCUHTa3bI 565899 POMGNT2-accoummnpoBaHHas NOACHO- voa 3 Cryuan
1338 CMHAPOM NOPOKa cepALa-raMmapToMbl A3blKa- 4 Cyuan KOHEUHOCTHaA MbllledHasn AUCTPOGUA
noAMCUHAAKTUANM 565858 CMHp,poen KpaHuocquocrosa-MuKpope'rporuamu- 3 Coyuam
1323 CUHAPOM KaMNTOAAKTUIUU-KOHTPAKTYP CYyCTaBOB- 4 Crvaan [FAXE/NI0N yMCTBEHHOU oTcTanocTy
nedekros nmuesoro ckenera A\ 565788 MnapeH4yeckoe BocnanutenbHoe 3abonesaHune 3 Coyuam
1296 |Cunapom Nlambepra 4 Cyuau KULLIE@YHWUKA C HEBPOIOTUYECKMMW NPOABAEHUAMMU
1261 CuHapom BoHHemaHa-MaitHeKa-Paiixa 4 Chyyamn 564178 ”ePBM“:a':MT:"(:"'\‘AiLH:iM;ﬂ : y:ed)pax'republmu 3 Cnyuam
1240 |MertadusapHas akpockupoamcnnasma 4 Chyyaun cyaopora YMCTBEHHOW oTcTallocTbio
562509 |Aeduumt remokcureHasbl-1 3 Cnyvamn
1135 |CuHApOM apuHUK-aTpe3umn xoaH-mukpodranbma |4 Cayvamn
1117 CUHAPOM annasnuu KOXXn-mmonum 4 Chyyamn RNF13-accounmnpoBannan Taxenas
on PPE——— R 544503 |pnunentuyecKkas sHuedanonaTma ¢ paHHUM 3 Cnyuamn
1110 APOM aHOMAAMN Ay ?,OP bl-nuesoro 4 Chywan Havanom
AMCMOPPU3MA Y MCTBEHHON OTCTaN0CTH CMHAPOM KPaHMOCUHOCTO3a-BHYTPUYEPENHbIX
1094 |CuHApOM aHOHMXMKU-MUKpoLedanmmn 4 Cnyyan 52054 Kan::M¢MKZTOB YTpuep 3 Cayuam
MaTepuHCKan 0AHOPOAUTENIbCKAA ANCOMUA
PoTO-nuLe-nanbLeBou? CMHAPOM C
97678 Xxpomocombi 13 3 Cyuan 508501 u u AP " 3 Cayuam
HM3KOpOoCAOCTbIO U BpaxumesodanaHruein
HacnepcrseHHaA runonnasua HagnNoOYe4YHUKOB C =
CMHApOM MNoANCTPOPUU-YMCTBEHHON
95700 |OoTCYTCTBUEM NIOTEUHU3UPYIOLLEro rOPMOHA 3 Cnyuam 50811 3 Cnyyan
rnodwsa loTCTaNOCTU-TNYXOTDI
[TAXKenblih KOMBUMHUPOBaHHbI UMMYHOAeULUT
CuHApPOM NO3BOHKOBO-pebepHOro An3ocrosa- 504523 scneactave aeduuTa LAT 3 Cayuam
94095 |aHanbHOI aTpesaun-manbdopmaumii mouenonosoii |3 Cayuam —
cucrembl 502437 |CuHapom npoKkcMmanbHOU aeneuunn 4q25 3 Chyuaun
X-cLuenneHHas YMCTBEHHaA OTCTaNOCTb, TUN CMHAPOM NpOrpeccupyloweii sHuedanonarum-
93947 ronabu-Wro-Xonna ’ 3 Chyyaun 500144 |rMnonnasumn mocta-aTpodpumn mosra c paHHUM 3 Chyuaun
Havanom
93267 CMHAPOM 4epena B hOpMe K/eBEPHOrO AIUCTa- 3 Chyvamn CMHAPOM MHOrosifepHbIX HeIMPOHOB-
IMHO>KeCTBEHHbIX BPOXKAEHHbIX MOPOKOB PasBUTUA -
T 500135 [aHrMapamHMOHa-NOYE4HOM AUCNNAZUN- 3 Cayvamn
90030 HZMz:::):iC::T:ar:era‘jlr:::n:m:(:zbl 3 Cayuam rMnonnasvMm mosxxeyvka-ruapaHsHuepanmm
A Y peAy 496751 |Cunppom EVEN-natoc 3 Cnyuamn
85324 X-cuennenHan ymcraenHan oteranocts, Tun 3 Chyuyaun CuHapom Kndosa-natepanbHoi aTpodum A3bika-
WpumntoHa 496686 MVIO':.)pVIGpMIInﬂpHOVI Muf:)na'ruu P 3 Cayuam
CUHAPOM YMCTBEHHOI OTCTaNIOCTU-TAYXOTbI, TUN
85321 Ma:‘rsma-ls'llpo&ra Y ! 3 Cayuam CMHAPOM BPOXKAEHHOM N1abUOCKPOTanbHOM
X — — 495875 [areHe3nu-manbpopmaumnm mosxeuka-guctpooum |3 Chyyau
-cLEen/IeHHbIN CUHAPOM YMCTBEHHOW OTCTaNoCTH-
0roBULIbI-NNLLEBOrO AUCMopdusma
85317 |runorammarnobynnHemumn-nporpeccupyioLen 3 Cnyuamn P 4 = A pd
Hes " leTckan pobpokayecTBeHHasA xopes ¢
PONOrMYECKO CUMNTOMATUKMN 494541 OB NEUEHMEM NONOCATORO TENa 3 Cnyvamn
X-cuenneHHas yMCTBEHHaA OTCTaNOCTb, TUN
85290 BUAbCOHA 3 Chyuam CUHAPOM NMUIFMEHTHOrO PETUHUTA-TYTOYXOCTHU-
m SLvTAOIAR e C naKOTeTG p— 494439 |npeAeBpeMeHHOro CTapeHUA-HM3KOPOCAOCTU- 3 Cnyuamn
83642 N ::fe:“m PH HEMUA C HaKONACHUEM xen 3 Cnyuamn inMuesoro gucmoppusma
CUHAPOM BpPaXKeHHO 3af,epPXKKU pocTa-
83617 CMHAPOM arammar 106y nuHemMum-MMKpoLedanum- 3 Cnyuam 488627 |kocornasua-o6lLIMPHOro KOXKHOro menaHouutosa- |3 Cayyaun
— :pauuocuuocmsa-mmenoro .qepM:TuTa — YMCTBEHHOM OTCTaNOCTH
o4eyHan XxoHApoamucnaasua , Tun Topuenno Nyvyam 185418 EMILIN-1-accounmpoBanHoe sabonesanme N
79330 Bpo’KAeHHOE HapyLUeHWE FNKO3UAUPOBaHUA 3 Coyuam coeanHMTENbHOM TRaHM Y
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‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
485405 |CuHppom Tpunamnkauum 16p12.1p12.3 3 Cayvamn [AYTOCOMHO-peLLeccMBHbIN CUHAPOM MO3KEUKOBOM
CMHApPOM aHOManMit He6a-LWMPOKO PaccTaBNEHHbIX 404493 |aTakcuMM-aNUNENCUM-YMCTBEHHOM OTCTANOCTU 3 Chyuam
477993 [3y60B-nnueBoro Aucmoppusma-3afeprKKm 3 Cnyuan BCneAcTBUE HeaocTaTouHocTM TUD
passuTUA FBLN1-accounpoBaHHbI CUHAPOM 33AEPXKU
477774 Kom6UHUpPOBaHHbIN fedeKT OKUCAUTENbHOrO 3 Covaan 404451 |pa3BUTUA-aHOMA/IUU LLEHTPANIbHOM HEePBHOMN 3 Chyuam
bocopunuposanusa Tun 27 Y cucTembl-cMHAAKTMAUK
- Mporpeccupyiowan MUOKNOHNYECKan anuaencus
477661 IL21-accounmpoBaHHOe MaaaeHYecKoe 3 Cyuam 402082 porp pytouy " 3 cayuan
BocnanutenbHoe 3a6oseBaHUe KULIEYHUKA tun 5
CUHAPOM 3PUTPOKEPATOAECPMUN- 401935 |MukpoaeneumoHHbI cuHapom 14g24.1q24.3 3 Cayuaum
476096 3 Cayuamn =
Kapanomuonatum 401866 |[leTcKaa cnacTMYHOCTb C rTMNEpPraAMLUHEMUeEn 3 Cnyvamn
476084 BVES-accoumMmpoBaHHaA NOACHO-KOHEYHOCTHAA 3 Cryuan 401859 |AedpUuUT cMHTETasbl IMNOEBOIN KUCAOTbI 3 Cnyvamn
MblweYyHas aucTpodusa [AYyTOCOMHO-peLLeccUBHanA cnacTuyeckas
> 401795 3 Cnyvamn
468620 CMHAPOM YMCTBEHHOI OTCTaNOCTU-INUNENCUN- 3 Cryuan napannerua,tun 59
PKCTPanMpamuAHbIX NPOABEHWIA 401764 |CuHApPOM NaHLUTONEHUU-3aAEPIKKN Pa3sBUTUA 3 Cayuamn
CUHAPOM OCTPOiA MNaAEHUECKON NeYeHOYHO 398117 |HeoHaTanbHbiii fepPMaTOMMOIUT 3 Cayuam
466794 |Hep0CTaTOYHOCTU-MO3XKEUKOBOM aTaKCcUm- 3 Cnyvamn i
nepvbepIECKoli cencomoTopHof RefiponaTn 397964 Kom6uHMpOBaHHbI UMMYHOAEDULUT BCeACTBUE 3 Coyuam
HepocratoyHocty MALT1
HeoHaTtanbHan TAXKenaa cepaeyHo-neroyHas CUHAPOM TAXKENOl YMCTBEHHOI OTCTAaNOCTH-
466784 [HepocTaTOuHOCTb BCeacTBUe aedekTa 3 Cnyuan nporpeccupyoLLeii NOCTHaTaNbHO
MWTOXOHAPUANLHOTO METUNPOBaHUA 397933 MUKpoLedanumu-cTepeoTUNHBIX ABUKEHUN KNUCTH 3 Cnysan
457365 CMHApOM YMCTBEHHOU OTCTANOCTU-MbILLEYHOU 3 Cnyuau no cpeaHen AMHUN
cnabocTU-HU3KOPOCNOCTU-ULLEBOTO AUCcMopdusma 397922 |deppo-uepebpo-KyTaHanbHbIN CUHAPOM 3 Chyuan
453533 [M1O/M2HAOKPMHHBIA-NONMHEpONaTMYeCKUi 3 Cnyuam 391457 |HSD10, HeoHaTanbHbIV TUN 3 Cayyau
CUHAPOM HacnepcrBeHHan ceHCOpPHO-BereTaTMBHas
BpoXKAeHHaA HeYyBCTBUTENbHOCTb K 601M ¢ 391397 i 7 3 Cnyuan
453510 . . 3 Chyuam HeiponaTtua Tun
TAKENI0M YMCTBEHHOW OTCTaNoCTbIo SURF1-accouumuposaHHan 6onesHb LLiapko-Mapu-
& 391351 3 Cnyuamn
KOoM6MHUPOBaHHBIM AedeKT OKUCAUTENbHOTO Tyra Tun 4
444458 2 3 Cnyyam y
(pocopunuposatma Tun 391316 |M7aAeHueckan meawanbHan BucouHas snunencu |
444048 CuHAapom 46, XX ancreHesumn AMYHNKOB- 3 Cryuam c TAXenoit KorHuTUBHOI perpeccueii v
HU3KopocnocTn CMHAPOM TAXKENOM YMCTBEHHOM OTCTaNOCTH-
438178 |Hepo0CTaTOYHOCTb XMpPHOW auna-KoA peaykrasbl 1 |3 Cryuau 391307 |Hu3KOpOCNOCTU-aHOMaNUi noBeaeHua-nuuesoro |3 Cayuan
AYTOCOMHO-peLeCcCMBHbINA NePBUYHbIN lAncmopopusma
437552 [MmmyHoAedUUMT C AedeKTaMM CMIOHTAHHOV 3 Cnyuam 370127 |Cungpom ruraHTckux Tpombouutos Meguua 3 Cnyuan
UMTOTOKCUYHOCTM ECTECTBEHHDBIX KNNNEPOB 370103 |NepsuuHan gucrouma, Tun DYT17 3 Cayvamn
CUHAPOM NMUFMEHTHOTO PETUHUTA-IOBEHUIbHOW CHHAPOM yMCTBEHHO OTCTaNOCTH-IMLLEBOO
436245 |kaTapaKTbl-HUZKOPOCNOCTU-YMCTBEHHOM 3 Chyuam 370010 Aucmopdusma-aHoManui Kuctn 3 Chyuan
oTcTanocTh CMHAPOM TAXENOro AepmMaTUTa-MHOKECTBEHHO
CMHAPOM KaTapaKTbI-AeuLMTa rOPMOHa pocTa- 369992 anneprum-mertabonnyeckoro uctoweHms 3 Cayuam
436174 |ceHCOpHOM HeliPONaTUN-HENPOCEHCOPHOI 3 Cayuam
. [AyTocomHo-peueccuBHan 6onesHb LLlapko-Mapu-
Tyroyxoctu-ckenetHoi gucnnasum 369867 3 Cnyuamn
c [TyTa npomexxytouHoro tuna, Tun C
MHAPOM NPOrepoUAHbIX YepT-
[TRAPPC11-accouumpoBaHHasA NOACHO-
435953 |npeApacnoNoXKeHHOCTU K renaTouennioNApHon 3 Chyuam 369840 uunp 3 Cayuam
KOHEYHOCTHaA MbllleyHan auctpopus R18
KapuuHome
= 363981 |bonesHb Llapko-Mapu-TyTta Tun 4B3 3 Chyuyau
435938 X-cuenneHHbIN cMHAPOM MUKpouedanmn- 3 Cavuan c VT
3a/,ePXKKKN pOCTa-NPOrHaTMn-KPUNTOpXnusma v 363534 MHApOM Aerneunn muToxonapuanshol AHK, 3 Cayvamn
renatouepebpanbHaa popma
CUHAPOM KONO60MbI ANCKA 3pUTENbHOTO HepBa- —
435930 3 Chyuam CuHApOM deTanbHO aKMHE3UU-KPOBOU3/IUAHUA B
IMaKynspHana aTpodua-xopmopeTmHonaTum 363409 3 Chyuam
MO3r 1 ceTyaTky
435628 |CuHppom KenneHa-/1tlo6MHCKOro 3 Cnyuamn — —
TORIAIPL 357237 [TAXKenblh KOM6MHUPOBaHHbIN UMMYHOAEePULUT 3 Cavuan
424261 -accouMnpoBanHa noacko- 3 Chyvamn Bcneacreue aedpuumnra CARD11 Y
KOHEYHOCTHAA MbllLeYyHasA anucTpodusa CHAROM MAKpOLEbaAMI-BpaxiAaKTANN
N - 3433 3 Chyuam
423894 Mv!’KpouecbanMﬂ MOTOPHO-CEHCOPHAA aKCOHaJ/IbHasA 3 Cryuan kMbocKonmosa y
penponaTva 3409 |Cunpgpom YpbaH-Popykepc-Melie 3 Chyuamn
420794 |KoHycoBupaHas AMcnaasnA NO3BOHKOB 3 Cayuamn P P — P P y
3404 |Cunapom Anb6paiita-Xoyaca 3 Cnyuamn
420566 HapylueHune cBepTbiBa@MOCTH KPOBM BCEACTBUE 3 Coyuan MR ADOM TPITOROLEGANMI-HIKOPOCAOCTI
HepocTaTouHocTn CalDAG-GEFI 3369 AP P u P 3 Chyuam
— ” 3a4epKKU pasBUTUA
412189 MpocToit 6ynnesHblii anMaepmonus BcneacTsue 3 Crvuan C
lnebuuwTa 3K30GUAMHA 5 y 3353 SM;:BPOM ANCnAasumn Tpuxoaepmol-gedopmammn 3 Cryuan
412035 |MuKpogeneunoHHblii cuHgpom 13q12.3 3 Chyyau Y -
— CuHapom oTcyTcTBuA 6onbluiebepL,oBoii KOCTU-
CuHApOM anuaenTUYecKkom sHuedanonatum c 3328 - 3 Cayuamn
. . NONMAAKTUNNN-apaXHOUAANbHOWN KUCTbI
411986 |paHHMM Ha4ya/NIOM-KOPKOBOI CNENOTbI-yMCTBEHHOM |3 Cnyyaun
incnnasna TMMyca-novek-3agHero npoxoaa-
oTCTanocTU-AnLEBoro gucmopdumsma 3326 3 Cnayvamn
nerkux
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
CUHAPOM BPOXKAEHHOM KaTapaKTbl- CMHAPOM HU3KOPOCNOCTU-NOPOKA KNanaHa
o o 2868 3 Cayuamn
330054 |nporpeccupytoleil MbllLEYHOW TMNOTOHUN- 3 Cnywam cepaua-xapaKTepHbIX YepT Mua
Tyroyxoctu-3agep>Kku passutusa CMHAPOM HU3KOPOC/NOCTU-LLIOBHbIX KOCTEM)-
= 2863 3 Chyuam
329178 Bpo’kAeHHaA Mbllle4yHaa AUCTPOPUA C YMCTBEHHOIA 3 Coyuam lnekcTpokapaumn
0TCTaNoCTbIO U TAXKENOW SNUnencuei 280640 [3aTbioYHanA NAXUIMPUA U NOIMMUKPOTUPUA 3 Cayuamn
IMneprpoduueckan kapgmommonaTtns u 280356 PLIN1-accouMmpoBaHHasA cemeiiHasa YacTU4Han 3c
324525 |nopaeHue noyeuHbiX KaHaiblLeBs BCaeacTBUe 3 Cayuamn nunogucrpodua Nysan
MyTaunu muToxoHApuansHoi AHK 2779 CMHAPOM NO/I0CaTOl OCTEONATUU-NUTMEHTHOM 3¢
324290 |bonesHb Teney Jlapopa c paHHUM HAYaIOM 3 Cayuamn lnepmonatun-6enoii npagm lyuan
3236 Cqu,povaou.qu'ruBHou TYroyxocTu-nrosa- 3 Cryuam 2772 CMHAPOM BPOXKAEHHOTO HECOBEPLUEHHOro 3 Cayuan
aHOManuii ckeneta locTeoreHesa-muKpouedpanum-KaTapaKkTbl
3210  |[CuHapom CammutTa 3 Cnyyan 2760 |OCAKM cungpom 3 Cayyam
320401 AYTOCOMHO-peLeccuBHan cnactuyeckan 3 Cayuan 2741 |O¢ranbmomaHaubynomennyeckas gucnnasms 3 Chyuam
napansierns Tn 44 2724 CMHAPOM OZLOHTOMATO3a-CTeHO3a NULLEBOAHOM 3¢
3172 |CuHapom yaBoeHuA 6poBen-CUHAAKTUANKN 3 Chyuam uacTn aopTbl f1ydamn
AYTOCOMHO-PeLecCUBHbIN CUHAPOM 2713 [ N1a30KOCTHOKOXHbIW CUHAPOM 3 Cnyvamn
314572 |neiikosHuedanonaTMn-ULIEMUYECKOTO MHCYNbTa- |3 Cayyan 2690 |CuHapom HeltTponeHUU-MmOHOUMTONEHUMU-TYXOTbI [3 Cyuan
MUrMEeHTHOro peTuHuTa 2673  |HeiipodaumoamrutopeHanbHbiit cuHgpom 3 Chyuan
314485 p'”fTa"b“a" HacneacTseHHan MoTopHas 3 Cnyuam 263508 BpoKAeHHOE HapyLIeHNe FNKO3UIMPOBaHUA 3¢
HeilponaTua ¢ paHHUM B3POC/biM AebloTom COG1-CDG Nyvaun
314389 |CuHapom aynaukaumm Xql12-q13.3 3 Cnyvam 2617 MepBuuHan KapAMKOBOCTb C MUKpoLedanueii, s c
313800 CUHAPOM OTEKa 3pUTENbHOrO HepBa- 3 Cryuam MOHpeanbckui Tn nyyam
cnaeHomeranum Horreit-HaAKONEHHUKa-NOAO06HbI NoYeYHbl
3104 |CuHApOM cekBeHUMM PoBeHa-0urofaKTUAMm 3 Cnyuan 2613 cunapom 3 Cayuan
3098 |Pu3omenuuyeckuii cuHapom, Tun Ypbaxa 3 Cayvam 261295 [MukpoaeneumoHHbiii cunapom 20p12.3 3 Chyuan
309111 Kom6uHnpoBsaHHan naHkpeatnyeckasn 3 Cyuam 261144 |MukpoaeneumoHHbIli cuHapom 14q12 3 Cnyuam
HEAOCTATOUHOCTb INasbl-KONNNA3bI 261120 |MukpoaeneuMUoHHbI cuHapom 14q11.2 3 Cnyvamn
3086 AYyTOCOMHO-AOMWUHAHTHasA 3 Coyuam 2608 |H cunapom 3 Cayuam
Bmpeopemuoxopuoup,onar:«su 2523 CuHapom mukpouedanum-gedpexra ronosHoro 3 Crvaan
306542 CuHapom ¢pomoua3am>:|ou ANCNNA3UN-TANKENOro 3 Coyuan MO3ra-CnacTMUHOCTU-FMNepHaTPHEMMM Y
IMUKpodTanbma-TAXKeNou paclienHbl amua CHHAPOM MMKPOLEaNA-pacLLEHbI Heba-
306504 Byl:n:s:blM;a:z:ouu:n:,c:(epmonus ¢ nopaxennem 3 Cnyuan 2521 aHOManbHOW NUrMeHTaL MK CeTyaTKn 3 Cnyuam
OPraHos Abixa "0 e 2516 CuHapom mukpouedannmn-nopoKos cepaLa- 3 Crvaan
3041 CUHAPOM YMCTBEHHOM OTCTaNoCTU-06bIceHUA- 3 Coyuan MasbcermeHTaLMM Nerkux y
BbIBUXa HAAKONEHHUKA-aKPOMUKpPUU
— 2515 CuHapom mukpouedannmn-kapamommonaTum 3 Cayvamn
3026 gu:gzzw;;::onnawu PYK € PaauanbHo cTopoHbl- 3 Chyuam 251066 |MuKpoaeneunoHHbIM cnHapom 8pll.2 3 Cayuam
T|
CuHApPOM MeTadM3apHOro AU30CTO3a-YMCTBEHHOMW
CMHAPOM MULIEeMUU CeTYHATKU-TUAIMHO3A MEeNTKUX 2502 AP du3ap “p, v 3 Chyuyau
. 0TCTaNOCTU-KOHAYKTUBHOW IN1yXOTbI
3018 |cocyaoB nNULLEBapUTENbHOrO TpaKTa-AnddysHon |3 Cayyau C Go1/net
KanbLun$UuKaLMm ronoBHOro mosra 2476 MHAPOM AMCPAGU3M3-paCLLeNMHbI [y bi/heba- 3 Chyuau
eAYKLMOHHOIo NOPOKa KOHEYHOCTeM
3010 |CuHppom Kasu-Mapkusyc 3 Cnyvamn peaysu = P
- 2437 CuHAapom Yeiizena-J/losoHum 3 Cnyuamn
300333 HedpoTnueckuii CUHAPOM-CUHAPOM FTYXOTbl- 3 Crvuan C
npeTnbuanbHoro 6ynnesHoro asnuaepmonmnsa v 2410 MHAPOM FMNEPrOHAAOTROMHOrO MNOroHaAUIMa- 3 Cayvamn
KaTapaKTbl
TAXKenan BPOXKAEHHAA TMNOXPOMHAA aHeMUA ¢
300298 POMA P 3 Chyuam 2409 |Cunppom Jlopu-MaknmnHa 3 Cnyvamn
KoNbLEeBUAHbIMU cuaepobnactamm =
pOXAeHHOe HapyLueHne rMUKO3UAUPOBaAHUA
CUHAPOM HapyLIEHUA NO/I0BOro PasBUTUA-
2083 APOM Rapy P 3 Cnyuan 238459 ;) c35A1-CDG 3 Cryuam
YMCTBEHHOM OTCTaNocTu o -
2957 CuHnapom lNyTTmauepa 3 Chyyaun 2370 CuHAapom JlapceH-NoA06HOI KOCTHOM AUcNAa3nmn- 3 Cryuan
HU3KopocnocTH
2951 CuHApOMa OTCYTCTBUA 60bLIOrO NanbLa- 3 Crvuan C
HWU3KOPOCNOCTU-UMMYHOAedULUTa v 228396 HAPOM nTosa-mgsa-orpaHmeHMe B30pa BBEpX- 3 Cnyuamn
loTCcyTCTBUA CNe3HOM TOUKK
BocnanutenbHble 3a601€BaHNA KOXKMU U ”
294023 3 Cnyyam CMHApPOM rMnocnagunu-yMmcTBEHHO OTCTanocTy,
KULIEYHUKA HOBOPOXKAEHHbIX 2261 3 Cnyuamn
— — lrun Fonp6natt
CMHAPOM NONNHEpONaTMN-YyMCTBEHHOW C
2928 |OTCTaNOCTU-AaKPOMUKPUU-TIPEIKAEBPEMEHHON 3 Cnyuamn 2246 MHAPOM rHMoNasun Mosedra- 3 Cayyan
[raneTopeTMHanbHan gereHepauma
meHonaysbl —
Annasua mbiwbl pasrubatens nanbues- (CuHAPOM HeWpoAereHepaunn BcneacTane
2926 - 3 Cayuam 217382 |HepocTaTouHOCTM TpPaHcnopTa ¢ponatos B ronosHom|3 Cnyuan
nonuHeliponaTus
mosre
CUHAPOM NOCTaKCUANbHOM NOANAAKTUNNK-
2916 AP A . 3 Chyvamn 217017 |[Cunppom 3ekun-Keiipa 3 Cnyuamn
|AeHTanbHbIX U BepTe6panbHbIX aHOMaNui
C = 2167 CuHapom Xonburpesa 3 Cnyvamn
2881 MHAPOM KOXHOM CBETOYYBCTBUTENbHOCTH- 3 Crvuan
eTanbHOro KOAUTa Y 2153 CuHgpom 60ne3Hu MpLunpyHra-runonaasum 3 Cyuam
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KO/M4ecTBo KO/IM4ecTBO
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaeB cnyyaes
2135 CuHapom XeHHeKama-bumepa 3 Cayvamn loTCTanoCcTU-NOANAAKTUANMU
2115 CuHapom Xappoaa 3 Cayvamn 1383 CMHAPOM KaTapaKTbl-INyXoTbl-ruNoroHagnsma 3 Cayuamn
2111  |Knucro3Hasa ramapToma 1IerKoro u nNovKku 3 Cnyvam CMHAPOM KaTapaKTbl-yMCTBEHHO OTCTanocTu-
2101 |Cungpom lpy66eHa-pe Kok-Boprxrpaeda 3 Cnyuamn 1381 [aTpesuu 3agHero npoxoAa-nopoKos 3 Cnyuan
2001 CMHAPOM MHOrOY310B0ro 306a-KUCT NOYKU- ¢ MOYEBbIAGNUTE/ILHOM CUCTEMbI
nOAMAAKTMAMM nyHan 137622 |CHAPOM TPyAHOM3NEUMMOI Anapeu-aTpesu 3 Cryuan
CMHAPOM rNayKOMbI-3KTONUM XPyCTaNmnKa- XOaH-rNasHbIX aHOMaNUi
2084 |muKpochepodaKUm-TYronoaBUNKHOCTM cycTaBoB- |3 Cayuam 1373 CUHAPOM aHOMANbHOI Y3AEUKM PTa-3afePIKKN 3 Cyuam
HW3KOPOCI0CTU pocta
- CMHAPOM BPOXKAEHHOrO NOPOKA cepAaLa-Kpyrnoro
2064 CuHApOM 3aHEro NOACHUYHO-KPECTLLOBOrO 3 Cyuam 1355 AP POXKA P PAUa-Kpy 3 Cyuam
cnoHaunopes-6nedpapontosa nnua-3apepkkmn passutna
2050 |Cungpom Kona-Kapnentepa 3 Cnyuan 1342 |Cuxgpom pyka-cepaue tmn 3 3 Cnyuan
1972 |NletanbHas daumokapamomenuyeckan aucnnasus |3 Cnyuan 1321 [CwHAPOM KamnTopaKTUNMM-TUNEPNNA3UN 3 Cayuam
CuHapom nuuesoro Ancmopdusma- ¢n6po3HOit TKaHN-CKeneTHO Ancnaasum
1970 |wmakpouedanuu-muonumn-anomanum feHgu- 3 Chyuam 1259 CuHapom 6nedaponToza-muonumn-sKTonnm 3 Cyuam
Yokepa XpycTanmka
- - CuHApPOM cnnHouepebennapHoii aTakcum-
1969 CuHAapom nuuesoro gucmopdusma auovpeKcuu 3 Cyuam 1185 Ap uep p 3 Cyuam
KaXeKCUU-TNa3HbIX U KOXKHbIX aHOManumn lamcmoppusma
1943 PaHHAA nporpeccupyiowas sHuedanonaTms c 3 Crvaan 1133 |CuHapom AREDYLD 3 Cnyuam
MUTPUPYIOLMM NPOAOCIKUTENbHBIM MUOKIOHYCOM) ¥ 1130 CMHAPOM apaxHOAaKTUIMN-YMCTBEHHO 3 Coyuam
1891 CUHAPOM-YMCTBEHHOW OTCTaN0CTU-CNACTUYHOCTU- 3 Crvaan loTcranocTn-gucmopdusma
SKTpOAAKTUNUM ¥ 1116 CMHAPOM BPOXKAEHHOW aniasmmn KOXU-KULLEYHO! 3 Coyuam
CUHAPOM rMNOrMAPOTUYHECKOWN IKTOAEPMAbHOM nMmaHrnakTasumn
1882 |gucnnasum-runoTupeonansma-LUANApPHOU 3 Cnyvamn 1112 CUHAPOM OTCYTCTBUA PaNAHI-NO/YNO3BOHKOB- 3 Cavuan
|AncKkuHesnun lAncreHesa mo4enonoBbIX NyTei U KULIEYHUKa v
1837 CuHApom meTadu3apHOt AUCNNA3UM NOKTEBOMN 3 Cnyuam 1101 CuHapom aHochanbMMu:MeranouopHea- 3 Cnyuam
KoCTH KapauonaTMn-aHomanuii ckenerta
1790 rmnomaHanbynapHbIi paymMoKpaHUaNbHbIN 3 Cyuam 1069 CUHAPOM aHUPUAUN-OTCYTCTBUA HAAKONEHHUKA 3 Chyyam
|AU30CTO3 1067 CMHAPOM aHUPUAUMU-NTO3a-YMCTBEHHOM 3 Crvuan
171866 CnoHaunoanumetadpusapHan gucnnasus, 3 Cnyuam loTcTanocTn-cemeitHoro oxunpenus v
arrpekaHoBbli TMn BporKAeHHbIW AeduuMT renapaHcynbdarta
171860 CUHAPOM YMCTBEHHOI OTCTaNOCTU-KaTapaKTbl- 3 Cryuan 103910 5HTepouuToB 3 Cryuan
Kudosa 1027 |AyrocomHo-peueccusHan amenus 3 Cnyvamn
169157 T-B+ TAKeNbIli KOMGUHNPOBaHHDIV 3 Coyuam 1006 |Anoneuus c gedpuuutom aHTUTEN 3 Cayyan
ummyHoaeduunT BeneacTeue aeduumta CDA5 99832 CUHAPOM PE3UCTEHTHOCTM K TUPEOTPONUH- b ¢
168577 HaCﬂeACTBeHHbIﬁ KpUuorugpoumuTtos € NOHUXKEeHbIM 3 Cny'-lau PUAUZUHT-TOPMOHY Nydaun
yPOBHEM cTomaTuHa 977  |AapeHomuoguctpodus 2 Cnyyamn
168555 |CnoHaunoanumetadusapHaa gucnnasua, tun A4 |3 Cayuam HacnepacTeeHHas nanMAnsApHas KapLMHOMa
168544 CnoHgunosnumetadusapHas AUCNNA3MA, TN 3 Cayuan 97290 [wuMTOBMAHOW XKenesbl C NAaNUANAPHOMK Heonnasueit [2 Cayuaun
ronpeHa nouyek
BopMMEBbI KOCTU-MHOXECTBEHHbIE NEPENOMbl- 96187 MaTepuHCKasa 04HOPOAMUTENbCKaA AUCOMUA > Crvuan
166277 [HecoBeplUeHHbIW AEHTUHOreHes3-CKeneTHas 3 Chyuyaun xpomocombi 21 ny4a
Ancnaasua 95428 BporKAeHHOe HapyLleHne FNKO3UIMPOBaHUA > Crvaan
166105 FASTKD2-accoummpoBaHHasa maageH4yeckan 3 Cyuam COGS8-CDG ny4a
MUTOXOHAPUA/IbHaA SHUedanomuonaThA 949 |AkpokpaHnodaumanbHbiii AusocTos 2 Cnyyan
MHosecTBeHHas anudusapHas aAucnaasma c [TAXKeN1an yMCTBEHHAA OTCTaNOCTb-3nMAeNcHUa-
166029 [raxenol aucnnasueit NpoKkcumanbHoro otaena |3 Cayuam 94066 | anum aHYCa-TUNONAa3NA AUCTaNbHBIX hanaHr 2 Cnyuan
Geapa _ _ CMHAPOM MaKyNAPHOIM KONOGOMBI-PACLLeNUHDBI
163961 X-cuennenHbIi Liepe6po-uepeGennapHbiii 3 Cryuan 91494 |Heba-BanbrycHoii Aedopmaumm nepsoro nanbua |2 Cayuan
cuHapom c konobomoii cTonb!
Mo3pHAA cnoHaunoanudusapHas aucnnasua, Tun C - - -
163665 oo ] 3 Cyuamn 91130 MHAPOM KapAUOMUONATUU-TUNOTOHUMN-NAKTAT- 2 Cnyuan
aunposa
1548 CUHAPOM KPUNTOPXM3Ma-apaxHOAAKTUANN- 3 Cnyuam 88643 CMHAPOM OXKUPEHUA-KONUTA-TUNOTUPEO3a- > Crvaan
yMCTBEHHOW OTCTaNoCTH rMnepTpodum cepaLa-3aaepXKKu passuTma Y
1529 CUHAPOM YepenHO-AULEBbIX AHOMANNIA-TNYXOTbI- 3 Coyuam CMHAPOM AnCCaHLedanum TN 3-gucnnasmmn
aHomanwmii kucreii 86822 | oW KocTH 2 Cnyqaun
1495 [CHApOM YMCTBEHHOI4 OTCTanoCTU-rNONNa3NM 3 Cryuan X-cLenneHHbli CMHAPOM YMCTBEHHO OTCTaNoCTH-
M030/1CTOrO TeNa-npeaypuKyNspHbIX BLIPOCTOB 85327 lakpomeranuu-runepakTMBHOCTM 2 Cayuan
139466 |Cunppom SERKAL 3 Cnydaun X-cLenneHHbli CMHAPOM YMCTBEHHO OTCTaNOCTH-
139414 |BpoAeHHbIV NaHPONNMKYNAPHDIA HeByC 3 Cny4aun 85319 [|sNMNEncUM-NPOrpeccUpyIOLLMX KOHTPAKTYp 2 Cnyyamn
1389 CUHAPOM KOPKOBOW C/1€NOTbI-yMTCBEHHOM 3 Chyyaun cyctaBoB-aucmopdpusma
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KO/IM4ecTBo KOIM4eCTBo
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
79507 CUHAPOM FrMNOTOHUK-3aAEePKKMN PpUsnyeckoro 2 Cryuan lAnadparmanbHom I:‘pbl)KM
pa3sBUTMA-MUKpoLUedanum 478042 Kom6uHUpoBaHHbI aedeKT okucauTennHoro > Crvaan
79302 BpoXAeHHOe HapylleHne CUHTe3a NePBUYHbIX 2 Cryuan [bocopunmposanma Tun 30 v
PKeNYHbIX KUCOT Thn 3 477831 |CuHapom nsbbiTouHoro pocra Kosaku 2 Cnyvamn
79107 |CMHAPOM NOPOKOB Pa3BUTUA-TNYXOTbI-AUCTOHUK |2 Chyyan HapyLweHue cBepTbiIBaeMOCTU KPOBU
785 CMHAPOM HEYYBCTBUTENIbLHOCTU K 3CTPOreHam 2 Cnyvamn 477787 |accounmnposaHHoe ¢ aepULUTOM LLUTO30/1bHOM 2 Chyuamn
CUHAPOM aHOMaNWIi YIWHOM PaKOBUHbI- bocdonunasbi-A2 anbpa
77300 paCLU,eIIMI:bI ry6bl ¢ uam 6e3 pacwennHoli Heba- 2 Cnyuamn 477684 Kom6uHUpoBaHHbI aedeKT okucamTennHoro > Cyuam
aHOManwuit 3peHuns [bocopunmposaHua Tun 26
CUHAPOM NOpPOKa pasBUTUA FOIOBHOTO MO3ra- BpOXKAEHHbIA CUHAPOM reHepasiu30BaHHOIO
. 476406 2 Cnyvamn
75389 |[BpOXKAEHHOrO NOPOKA cepALa-NOCTaKCUaibHON 2 Cnyvamn MbILLEYHOTO HaNPAXKeHUA U CKOBAaHHOCTHU
noanaaKkTMAUU - -
A — 466801 LIMS2-accounmpoBaHHas NOACHO-KOHEYHOCTHaA > Cyuam
CuHAPOM BUCL,epaNbHOW HeponaTUM-aHOManun MbiweyHas auctpodua
73246 |ronoBHOro mosra-nuuesoro gucmopédusma- 2 Cnyvamn 465824 |Cunapom “obpociuero” nnoaa 2 Cayuam
33AEPXKKU pasBUTUA X-cLenneHHbI CUHAPOM YMCTBEHHOI OTCTaNOCTU-
CUHAPOM CMMHANbHOM MbilEeYHOM aTpodun- 459070 [rMnonnasum mo3Keuka-cnoHauno-anuédusapHoii |2 Cayuyau
73245 2 Cnywamn
Mmanbpopmauun [aHan-Yokepa-KaTtapaKrbl lancnnasumn
CUHAPOM 3aepPXKKM NCMXOMOTOPHOrO PasBUTUA- -
73230 Ap 5 Aep. P p 2 Cyuam 457359 Cuu.qpo‘:)n meransHuedanun-knpockonmosa 2 Cyuam
@aHOManuii okocTeHeHusa [TAXKeNoM cTeneHu-4Ype3mepHoro pocra
CMHAPOM NOpaKeHUA KaHa/bLEeB Noyek- Mporpeccupyiowan MUOKNOHNYECKan anunencua
73224 2 C
KapavMomuonaTtum NyHan 457265 rvn 9 2 Cnyuan
CUHAPOM HECOBEPLUEHHOTO AieHTUHOreHe3a- CMHAPOMaibHAA HeMPOCEHCOPHaA rnyxoTa
71267 |HM3KOPOCNOCTU-TYFOYXOCTU-YMCTBEHHOM 2 Cnyuan 457223 [scnepctBe KOMBMHMPOBAHHOTO AedeKTa 2 Cnyuam
oTcTanoctn lokncautenbHoro pocopunmposaHua
CUHAPOM aHTMAPOTUYECKMI IKTOAEPMANbHOM CMHAPOM MNafeHYeCKUM aKCOHA/IbHOW MOTOPHOM
69088 |aucnnasun-ummyHHopaeduuuTa-octeonetposa- |2 Cayuan 457205 |1 ceHcopHoii HeliponaTuu-aTpodum sputensHoro |2 Cayuam
numbenembl HepBa-HeiipogereHepayumn
64542 |AKkpodaumanbHbiii gusoctos, Tun KeHHean-Tubu |2 Cnyvaun 456312 MnapeHuyeckan 601e3Hb HEPBHOM, SHA,OKPUHHOM > Cavuan
589435 Spondylometaphyseal dysplasia-corneal dystrophy 2 Cryuam |cuctem u noakenygouHoM Kenesbl v
syndrome 456298 |MukpopgeneumoHHbI cuHapom 1p35.2 2 Cnyvamn
CuHapom 6opopasoKk-uMmMmyHoAebULUTA- -
568056 AP POA y .,A buy 2 Cryuan 453521 [AYTOCOMHO-peLeccMBHan MO3Xe4yKoBan aTaKkcus 2 Cyuam
nMmdeaembl-aHoreHUTaNbHOM AncNaasum Bcnepcrene HepocratoyHoct CWF19L1
BpoXaeHHaa MMonaTua ¢ yMmeHblUeHUeM Perpeccupytouian cnoHauaometapusapHas
44602 2
544602 | weunbix sonokow 2 THna Caysam 448267 aucnnasus 2 Chyuan
527468 CuHapom AnadparmanbHOM rPbKU-KOPOTKOMN 2 Cryuan W3onuposaHHan ouarosas
KWULIKKU-acnieHnmn 448264 |HeanuaepmoONUTUYECKAn NafoHHO-NoAOWBeHHaa |2 Chyyaun
CUHAPOM BPOKAEHHOI KaTapaKTbl-TAXKeEN0N KepaToaepmua
521432 [renaTonaTMM HOBOPOXKAEHHbIX-06Lel 3agepKku |2 Cnyyan Cunapom aHomanum Knunnensa-®eina-mmonatnm-
447974 2 Chyuam
passuTna inMuesoro gucmopdusma
AYTOCOMHO-peLecCuBHaA akCoOHalbHasA 60ne3Hb 447961 CuHapom Aed)EKTOB nAUrmeHTauuu-n1agoHHO- 2 Cryuan
521411 |Wapko-Mapu-TyTa, Bbi3BaHHaA HapyleHuem 2 Chyyam NoA0LWBEHHON KepaTogepMum-KapLMHOMbI KOXKU Y
metabonmsma meau Kom6MHUPOBaHHbII AedEeKT OKUCAUTENbHOTO
C =] 447954 2 Chyuam
52055 UHAPOM areHe3un MO30/1IMCTOrO TeJ1Ia-yMCTBEHHOU 2 Cayuan [bochopunmuposanus tun 25
0TCTaN0CTU-K0NM060Mb! 447731 |Aedunuut NIK 2 Cnyyan
52047 [CuHapom Bpaanoka 2 Cnyuaun 445110 MoACHO-KOHEYHOCTHAA MblleyHan aucTpodus > Cavaan
508512 CUHAPOM BPOXKAEHHDBIX NATEH KOde-C-MONOKOM- 2 Cyuam Bcnepcreue HepgocratouHoctn POMK v
NoBbILWEHHOro 06MeHa CECTPUHCKMX XpomaTuna, 443950 DNAJB2-accouumnpoBaHHan 60ne3Hb LLiapko-Mapu- hc
508488 |MuKkpoaeneumnoHHbIi cuiapom 8G24.3 2 Chyvamn 5 [Tyta TMn 2 Nyuan
50817 |CuHppom aHomanum [lysiiHa-muonatun-ckonmnosa |2 Cnyyam CMHAPOM NOCTYpanbHOI OPTOCTaTUUECKOM
50812 LienbBerep-noao6HbIi cMHApPOM 6e3 aHomanui > Crvuan 443236 [raxukappaum Bcnepacteue geduuura TpaHcnoprepa |2 Chyyau
nepokcucom v HopaapeHanuHa
50810 |CMHApPOM MUKpOAUCIHLEANUU-MUKPOMENUU 2 Cnyvamn 440731 |Oeduuut L-pepputnnHa 2 Cnyuamn
- - i 2
50809 |MAaTO4YHO-KONEHHO na,libesup,ubm ocreonus Cnyyan 440713 MN30anMpoBaHHAA HEJO0CTAaTOYHOCTb 2 Cryuan
502444 |HepoCTaTOK WENOYHOM Lepamnaassbl 3 2 Chyyamn ceaorenTy1I0KMHasbl
498497 |CuHapoMm KOpPOTKMX pebep-noanaaktuaum, Tun 5 |2 Cayvan CMHAPOM neTanbHow
487814 |PYTOCOMHO-AOMMHaHTHAR 6one3Hb LLlapko-Mapu- ) Crvaan 439897 |uepe6popeHoreHUTOypUHapHOVA 2 Cnydau
TyTa Tn 2 BcnepcTere mytaumm B reHe DGAT2 Y areHesus/runonnasuu nioaa
CuHAPOM MaKpoTpoMbBouuTONeHUn-NUMbeaeMbi- 439232 |AApoAIV amunonaos 2 Cnyyam
487796 |[3apepXKKK pasBUTUA-IULEBOrO gucmopdusma- 2 Chyuam 438207 [TAxkenan ayTocomMHO-peLeccuBHan 2 Cnyuan
KaMNTOAAKTMANN makpoTpom6ouutoneHuns
480528 |CuHapom neTanbHOM ruapaHsHuedanma- 2 Cnyuam 436182 |CuHAPOM NepBUYHOI KapMKOBOCTYU € 2 Cnyyau
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KO/IM4ecTBo KonnyecTBo
‘ ORPHAkopg ‘ ORPHAkopa TS ‘ ORPHAKop, ORPHAkoa, .
MUKpouedanmuein-MHCYIMHOPE3NCTEHTHOCTH 370930 BporKAeHHOe HapyLUeHUe FMKO3UIMPOBaHUA 2 Cryuan
435819 AyTOCOMHO-fOMUHaHTHas 6one3Hb LLlapko-Mapu- 2 Cryuam XYLT1-CDG
TyTa Tna 2, BcaeacTeue mytauum B rede TFG 370921 BporkAeHHOe HapyLeHue rMUKo3MAMpoBaHua 2 Cayuan
MporpeccupyioLasn sHuepanonaTms c STT3A-CDG
431361 |neiikoaucTpodueii BcneacTsue MyTauuii B reHe 2 Cnyuamn 370039 |[HeByc «aHropcKMx BONOC» 2 Cnyuamn
2E1('::comuo- eLeccMBHan cnacTuyeckas 370019 g:::;:‘a’;ome'fad’“-"apﬂaﬂ AucnnZaz, Tan Saprer 2 Cnyuam
431329 v peu 2 Cnyuam
napannerus, Tun 57 370015 CnoHaunosanumeTtadusapHan AUcnnasusa, TMn > Cyuam
424107 ::::;p,o:maﬂ MMONATUA C MMACTEHUA-NOA06HbIM 2 Cryuan Zlcup,opa 5 _
MHAPOM runepdanaHrum nanbuesB-aHoManuin
X-cuensieHHbI CUHAPOM YMCTBEHHOM OTCTANIOCTU- 369979 [nanbueB HOr-TAXeNoii BOPOHKOO6pasHoM 2 Chyuam
423479 |cnacTUYHOCTU KOHEYHOCTel-aucTpodumn cetyatkmn- |2 Cnyuam lnedopmauum rpyaHoON Knetku
HecaxapHoro guaberta o
p A 369955 MeTnamanoHoBas aungemms ¢ romoLUCTUHYpUe, 2 Cyuam
423306 CuHAPOM MUKpoLedanmm-HU3KOPOCAOCTU- > Cryuam ftun cbl)
YMCTBEHHOM OTCTaNoCTU-1ULEBOro gucmopdusma 368929 CMHAPOM NEepPBUYHOIO rMNepPanbAoCTEPOHU3IMA- > Cavuan
420741 |CuHppom RIDDLE 2 Cnyvam cy AOopOr-HeBpoIorMyeckux aHomanui v
420733 :)zri:::z::z::::«ﬂn:ﬁe:; OKUCUTENIbHOTO 2 Coyuam 369881 Llrluvltz:cs::uuouubm cuHapom 2p21 6es 2 Cnyuan
’
Kom6uHUpoBaHHbIN fedeKT OKUCAUTeNnbHOro 363680 |MukpoaeneuMoHHbI cuHapom 2p13.2 2 Cnyvamn
420728 2 Chyuam
bochopununposanms, Tun 20 363623 GMPPB-accoumupoBaHHasA NOACHO-KOHEYHOCTHAA 2 Cyuam
420699 AyIOCOMHO-peU,eccuBHaFI TAXENaA BPOXKAEHHaA 2 Cryuan mbiweyHaa ancrpopua R19
HeiTponeHua Bcneacteune aedpuunta CXCR2 363424 CUHAPOM MHOKECTBEHHbIX MUTOXOHAPWUA/bHbIX 2 Cryuan
412181 MpocToii 6ynnesHblit anuaepmonus Bcneacrsme > Cavuan lancyHKumi TMN 3 v
[pedunymra BP230 v CuHapom maHanbyno-daumanbHOro An3ocTosa-
71 2
411712 |MatepuHcKkuit geduuut pubodnasmHa 2 Cnyvam 357158 makpo6nedapoHa-makpoctomum Cnyuan
AYTOCOMHO-PELLeCCUBHDIM CUHAPOM MO3XKEUYKOBOM CMHAPOM HapyLeHUA PasBUTUA HEPBHOMW CUCTEMBbI-|
404499 |aTaKcMM-3NUNENCUU-YMCTBEHHOI OTCTasoCTU 2 Cnyvamn uepenHo-AuLeBoro Aucmopdursma-nopoka cepaua-
352665 " 2 Cnyvamn
BcnepcTeme HepgocratoyHoct RUBCN CKeneTHbIX aHOMaNWuii BCaeAcTBUE MUKpoaeneuun
i R - 9q21.3
404476 S::|ei:"n'/:|'§;,::’:|gfcl;llll ::c::pfn’:/):::up:i:;m:ama R Cayuam N?nap,eu%cxaﬂ runepTpopuyeckan
352563 2 Chyuam
CMHAPOM YacTUUHO areHe3MM MO30NUCTOrO Tena- KapauomuonaTusa Bcnegctsue gepuumra MRPLAS v
401959 |rMnonnasumn yepBA MO3XKeUKa-KUCTbI 3agHel 2 Chyvamn CMHAPOM YMCTBEHHOW OTCTaNOCTU-OXKUPEHUA-
uepenHoi AMKMU 352530 |wmanbdpopmaumii roN0BHOro Mo3ra-mMLeBoro 2 Cnyvan
401923 |MuKpoaeneumoHHbIN cuHapom 9q31.1g31.3 2 Cnyvam lamcmoppusma
- C R i
401830 |AYTOCOMHO-peueccuBHas cnacTuueckan > Crvuan 352333 |HAPOM BPOXKAEHHOrO XTUO3A-yMCTBEHHON 2 Cnyuan
napannerua Tun 69 \ loTcTanocTn-cnactuyeckoi KBagpunaermmn
A - 3448 CuHgpom Yusepa-Yunbamca 2 Cnyyam
401820 YTOCOMHO-peLeccuBHan cnacTuyeckas 2 Cryuan AP p Y
napannerua tun 67 3429 CuHapom Bepnoosa BaHxopuka-bpy6aka 2 Chyyam
401815 AYTOCOMHO-peLecCuBHanA cnacTuyeckasn 2 Cryuan 3424 Beno-¢dpaLmo-ckeneTHbii CUHAPOM 2 Chyyvamn
napannerus tun 66 3368 CuHApom TpuroHouedanum-pacienieHmsa Hoca- > Crvuan
401805 AYyTOCOMHO-peLLecCUBHaA cnacTuyeckas > Cryuam aKpanbHbIX aHOManuit v
napannervs Tun 63 3365 CMHAPOM TpUroHouedanum-wWUpoKnx 6onbLumnx 2 Cyuam
398109 :::;z;anbuan ayTOMMMYHHas reMonmnTuyeckas > Cryuam — :anbuea _ _ —
npouepe6popeHanbHbI CUHAPOM nyyam
397973 |CHAPOM YMCTBEHHON OTCTaNOCTU-OKUPEHUA- 2 Cryuan 3294 |Anomanum cyxoxunmii pasrubateneii nanbues 2 Cnyuan
NPOrHaTU3MA-T/1a3HbIX U KOXKHBLIX aHoManuu 3203 CMHAPOM TeneKaHTa-runepTenopmama-Kocornasms- b
397959 ;(;I;—Ma::?a-ﬁera-noaumeublﬁ T-KneTouHbli 2 Cnyuan NONO CTONDI nyyamn
A = m - 329252 CuHapom CnOHAMnOKOCTvaanOTO Amn3ocTosa- 2 Cryuan
397735 |YTOCOMHO-AOMUHAHTHAA bonesHb Lapko-Mapu- |, Cyuan rMnocnagun-ymcTBeHHOW OTCTaNnocTu
TyTa Tn 2U Bpo)AeHHan XpOHUYECKan guapesn u sHTeponaTma
COASY-npoTenH-accounmpoBaHHas 329242 | notepeii 6eka 2 Cnyyam
397725 - 2 Cnyuamn
HenpoaereHepauua 320224 CMHAPOM YMCTBEHHOM OTCTaN0CTU-YepenHo- > Crvaan
391366 |CYHAPOM 33AEPXKKN POCTa-IETKON 33AEPHKKN ) Cryuan MLEBOro ANCMOPdUIMA-KPUNTOPXMZMA Y
Pa3BMTUA-XPOHMYECKOrO renaTura 3262 |Cunppom [o6posa 2 Chyuamn
391348 CUHAPOM 33A€PXKKM POCTa U Pa3BUTUA-TUNOTOHUK- 2 Cryuan 324575 |FwnepuHcynnnuam scneacteve geduumnta HNFIA |2 Cayuan
HapyLIeHnA 3peHnA-nakTaT-aunaosa CUHAPOM aPOHUN-TNYXOTbI-AUCTPOPUMN CETHATKU-
391343 ;ag ::::::;oa-supycuoe HeupoaereHepaTueHoe |, Cnyuam 324540 |pa3spBoeHua 60abLIMX NaNbLEB CTON-YMCTBEHHOW |2 Cnyuan
loTcTanoctn
MbiLie4yHo-rnaso-mosrosan 60s1esHb ¢ AytosocnaneHmne-PLCG2-accouMmnpoBaHHbii
370997 (6unatepanbHOl MyNbTUKUCTO3HOI 2 Cnyuan 324530 e dUUMT aHTUTEA-UMMYHHAA AUCPEryAALMA 2 Cnyqan
nefikoauctpodueit 324416 |Cunapom mbiweyHoii runepTpodum- 2 Cnyuan
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KO/M4ecTBo KO/IM4ecTBO
‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaeB cnyyaes
renaTtomerasMM-MmHOroBoAua maccoit
CUHAPOM X-CLLeNNEeHHOW YMCTBEHHOM OTCTaN0CTU- 314002 CMHAPOM KOHTPAKTYp-NepenoH4aToi wen- > Cavaan
324410 |KapAavomeranuu-3acToiHoOI cepaeyHon 2 Cnyuamn MWKpOrHaTun-runonsiasmm COCKoB Y
HeA0CTaTOYHOCTH 313947 |MuKpoAynAnKaLMOHHbIW cMHApPOM 2G23.1 2 Cnyvamn
324364 CMeLlaHHan CKNepo3UPYIOLLAA KOCTHAA AUCTpObUA 2 Cryuan 313772 CMHAPOM paHHeW cnacTUYeCcKoi aTakcum- 2 Cryuan
C BHECKeNeTHbIMUW NpoABaAeHUAMMN MMOKNOHWUYECKO anunencumn-HeliponaTumn
324307 Taxkenoe na'repal:buoe MCKpUBNEHUe 2 Cryuan 3134 |cunapom SCARF 2 Cnyuan
60/1bLe6epL0BOli KOCTM C HU3KOPOCIOCTbIO 309147 [runep-6eta-anaHuHemus 2 Cayuan
324299 [VIHOKECTBEHHbIE NAPAraHINOMBI, 2 Cryuan 309108 [HepocTaTouHOCTb NAaHKpeaTMYECcKoi Konnnasbl |2 Cayuam
accoumnpoBanHble ¢ noamuMTemMmmnen 3082 CUHAPOM YMCTBEHHOI OTCTAaNOCTU-NONUAAKTUAUM- > Cavaan
324294 T-KneTouHbIi ummyuq‘.qedmuwr ¢ 6opopasuatoii 2 Cryuam HepacuecbliBaeMbIX BONOC Yy
prvAepmoancnaasien 3080 [YmcTBeHHas oTcTanoctb, TN Boabpda 2 Cnyvan
3241 |KpaHuodaumanbHbiii CUHAPOM C FYXOTOM 2 Cnyvam CMHAPOM rMNOTPIX03a-0CTE0NN3a-NaPUOAOHTHTE-
CuHAPOM KaNbUUPUKALMK LEHTPANbHOW HEPBHOI 307936 naf0HHO-NOAOLIBEHHOI KepaToaepMUM 2 Cyuan
3240 |cMCTEMbI-TIYXOTbI-NOYEYHOro KaHaNbLeBoro 2 Cnyyam CMHAPOM YMCTBEHHOIA OTCTaNOCTU-MMONATUN-
aunposa-aHemun 3068 2 Cayyaun
HW3KOPOCNOCTU-3HAO0KPUHONATUM
3239 |CuHApPOM INYXOTbl-BUTUIUIO-axanasum 2 Cnyvam AyTrocomHo-peLieccusHan cnactuueckas
CMHAPOM TYroyXocTu-cemeiiHoi 306511 2 Cnydam
napanneruna tun 48
3225 :::Z;i:ae:?:ybﬂocm CNIOHHBIX XKenes K 2 Cnhyyam 3016 Cunapom otcyctens ny'-leB(:ﬁ KOCTH- 2 Cnyuan
aHOreHMTanbHbIX aHOManu
3224 (CUHAPOM FAIYXOTbI-TEHUTaNILHBIX AHOMANHiA- 2 Cnyuan 3011 CMHAPOM CnacTUYECKOol TeTpaniermm-nurmeHTHoro| b
CMHOCTO33 NACTHBI U NAtOCHbI peTUHUTaA, yMCTBEHHOI OTCTaNOoCTU nysan
3218 |CMHAPOM IIIyXOTbl-anndusapHOil Ancnnasmum- 2 Cnyuam 300284 [PA00N€BaHMeE CORAMHNTENbHOM TKaHN BCreACTBMe | Caysam
HU3KOPOCNOCTN HeA0CTaTOYHOCTU AM3UATMAPOKCUAA3LI-3
3214 ;M;A:oruzn:::'rbl-myxom-runonurmeu'rau,uu, 2 Cayuan 2997 |CuHapom NTo3a-napannya ronoCcoBbIX CBA3OK 2 Cnyyan
eMenc 2088 CUHAPOM KPbINOBUAHDIX CKNAAOK LUeU- > Cavaan
320370 :VT°CH°M:':;23:e:;”B“a" cnactuieckan 2 Cryuan YMCTBEHHOI OTCTaNOCTM-aHOMaNUM NaNbLEs Y
apanie — 2985 |CuHppom ncesponporepum 2 Cnyvamn
3200 z:::::;::p'rporpunosa-sKTerpmaanou 2 Chyuam 2976 |Cunapom ncesponenpeyayHusma, Tun Matrepcona |2 Chyuam
CuHApom 46,XX HapyLueHMe NON0BOro pa3sBUTUA-
3199 |CuHgpom CTtummnepa 2 Chyuam 2975 cxelf:',rublx aluomantlyﬁ P 2 Chyuam
319675 ng;:q:aﬂ KapAMKOBOCTL C MUKpOLEanue, Tun 2 Chyyam 2956 CkonuMoTMUecKana akpoaucnaasma 2 Chyyvam
yoop CuHApOM nopaHuedanMm-runonnasum MosKeuka-
MeHaenupyiowas npeapacnoNoXKeHHOCTb K 2941 HOPOKOB PasBUTA BHYTPEHHMX OPraHOB 2 Chyuam
319600 |muKobaKTepuanbHbiMm 3abonesaHuam scneacTsue |2 Cnyuan C
uacTuHOro AeduunTa IRFS 294026 |CYHAPOM CUHAAKTUAMU-HUCTArMa, BCNGACTBHE 2 Cnyuam
AYyTOCOMHO-AOMUHaHTHaA MeHAennpytouan MUKpoAynMkaumm 2631.1
Ti MHO-40M Ti meHgen
npeApacnonoXKeHHOCTb K MMKoBaKTepuanbHbIM 293807 KeTaTMH-"HAyuMPOBaHHaR ANNATALNA IENIHBIX 2 Cnyuamn
319589 2 Cnyuam nytei
3a6oneBaHUAM BCNeACTBME YaCTUYHOTO AedULUTa —
IFN-ramma R2 2921 CMHAPOM NpeaKkcUanbHblii NONUAAKTUANN- 2 Cryuan
=~ K0/1060MbI-yMCTBEHHOI1 OTCTaNI0CTH
19514 Kom61HUPOBaHHbI AedeKT OKucAuTenbHoro N — —
3195 bochopunmposatma Tn 13 Cnyuaun Jg9g  [X-cuennieHHbili cutapom ymcrsenHoii otcranoctu- |, Cryuan
CuHApom cnuHouepebennapHoii gereHepayun- nnarvouedanuu
3177 lavcTpodMM porosuubl 2 Cnayyamn 289522 |[Mwukpotpunankauma 11g24.1 2 Cayuam
TAxenbIii KOMGMHMPOBaHHbBI MMYHOAEPULUT 2892 [CMHAPOM nUnOAeHTaNkHON AuCcnNasun- 2 Cnyuan
317425 [Bcneacteue HepocTaTouHocTu JHK-3aBuCUMOIiA 2 Cayyamn amerponuu
npPoTENHKMHA3bI 2891 CUHAPOM NepeKpy4eHHbIX Bonoc-aa,qevpmku 2 Cnyuam
3173 |[CvmApom MHOAHTUNBHBIX CNa3MOB-LUMPOKUX b C Pa3BUTMA-HEBPONIOrM1EecKMX aHomanuu
6onbLMX nanbues KuCTed Nydam 2888  [CvHAPOM Mbepa Pobena-mue-nanbuesbix > Cryuan
3167 |Cunapom Curnepa-Bpioepa-Kapu 2 Cayyamn aHomanuu
3 CUHAPOM pacceAsHHOrO CKNepo3a-UXTMOo3a- b C 2876 [PHAVER cuippom 2 Cnydaun
151 aeduumTa dakropa Vill Nyuaun 2871 |Cunapom Naiipep-Nanm-Tennep 2 Cnyuan
314993 CMHAPOM KaTapaKTbl-BPOKAEHHOrO MOPOKa > Crvaan 2867 |Huskopocnoctb, bploccenbckuii TMn 2 Cnyyam
cepaua-aedekTa HepeHOM TPY6KM \ 2866 CUHAPOM HU3KOPOCNOCTU-TNYXOTbI-AUCHYHKL UM 2 Coyuam
314629 [HU11 2 Cnyuan HeliTpodunos-gucmoppusma
CUHAPOM YMCTBEHHOI OTCTaNOCTU-TMNOTOHUU- 2826 CMHAPOM CNacTUHECKON napannerum- 2 Cyuan
314575 |6paxuuedanmm-nunopuyecKoro cTeHosa- 2 Cnyuam npexaespemMmeHHOro nos0Boro cospesaHuna
KpunTopxusma 2825 Cunapom RARC 2 Chyyam
- 7 KOHEYHOCTHbIW camoU3IeunBatoLMIACA CUHAPOM
314041 CuHapom mapdaHouaHoro peHoTMNa-NaxoBon 2 Cryuan 281127 L, ap 2 Cayuan
rpbIXKbl-ONeperKaloLL,ero KOCTHOro Bo3pacra KonnonaHoro naoaa
314029 |HecoseplueHHbIIi OCTeOreHes ¢ BbICOKOM KOCTHOM |2 Cnyyamn 280576 |CuHapom nporepun Hecropa-fmnbepmo 2 Cnyyan
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Koiunyecteo

Koun4yecTso

‘ ORPHAkopg ‘ ORPHAkopa ‘ ORPHAKop, ORPHAkoa,
cnyyaes cnyyaes
280397 CemeiiHas Anbureiimep-noao6Has NpUOHHan 2 Cryuan 238329 Axenan X-cuenneHHaa MUTOXOHAPUanbHan 2 Cryuan
6onesHb BHUedanomuonaTus
2773 CUMHAPOM HecoBepLIEHHOro ocTeoreHesa- 2 Cayuan 2347 |NetanbHaa KHuctT-nopo6Has aucnnasua 2 Chyvamn
pPeTUHONATUM-CYA0POr-yMCTBEHHOI OTCTaNOCTH 2324 CMHAPOM OCTEONEeHUU-YMCTBEHHOW OTCTaNoCTU- 2 Cyuam
276556 FMNepuHCYIMHU3M BCeACTBUE HEAOCTaTOYHOCTU 2 Cryuan peaKux Bonoc
UCcP2 2321 |Cunppom HOHra 2 Cnyuau
276405 |runepbunnsepanHemus 2 Cny4aun CMHAPOM /10KaIM30BaHHOTO NOTPAHNYHOTO
2759 CuHApPOM HenepdOpPMPOBaAHHOI POTOTNOTKU- > Cavuan 231556 |6ynne3HOro anMAepMoausa ¢ No3gHUM Havanom- |2 Cayyam
pe6epHO-N03BOHOYHbIX aHOMaNUN Y lymcTBeHHoOI1 oTcTanoctu
2722 CMHAPOM OA,0HTO-OHMXO-AKCNNAA3UK-anonNeunmn 2 Cnyvamn 2310 CUHAPOM OTCYTCTBUA HOrU-KaTapaKTbl 2 Cnyvan
2720 CuHApOM oKynouepebpanbHOI rMnonUrmeHTaLum, 2 Cryuam 228357 [HUN9 2 Chyyvam
Tun Mpeyca CMHAPOM ANCMOpPU3Ma-HU3KOPOCIOCTU-TIYXOTbI-
2282 2 Cnyuamn
2718 lOKynoTpuxoamcnnasuma 2 Cnyvamn HapyLweHnA No10BOro pa3suTnA
2666 CuHApOM cemeitHOro HeppoHodpTUsa- 2 Cryuan 2274 CuHapom VIXT:‘IOBB-TEHBTOCHIIGHOMGI'aIWIVI- 2 Cryuan
cnacTMyeckoro KBagpunapesa B3pocabix MO3KeuKoBOW flereHepauum
2653 CMHAPOM OCTEOXOHAPOAMUCNNACTUYECKOTO 2 Cryuan 2272 |CuHApPOM MXTMO3a-aHOMAMIA PTa U NanbLes 2 Cnyvamn
HaHU3Ma-TNYyXOTbl-NUFMEHTHOIo peTMHUTa 2271 CMHAPOM BPOXXAEHHOro y|x1y|o3a.My|Kpoue¢al|y|u. > Cayuan
2643 MepB1YHaA Kap/IMKOBOCTb C MUKpoLuedanuei, Tun 2 Cryuan reTpannernn i
Topnenno 2266 |TMnoTpuxos-ymcrBeHHasa oTcranoctb, Tun Jloneca |2 Chyuam
263501 BpoxkAaeHHOe HapyLIeHWe IMUKO3UINPOBaHUs 2 Cnyuam 2256 Cuu.qpomvmanoSepuosou W NOKTEBO runonnasmm- 2 Cryuan
COG4-CDG aHOManuit noyek
2631 |CMHAPOM Me3OMenuecKoii KapaMKoBOCTH- 2 Cnyuan 2250  [CMHAPOM FUNOCMUK-HA3ANLHON W FN1a3HOM 2 Cnyuan
pacuwienuHbl Heba-KamnTogaKTMANK rMnonnasnu-runoroHagoTPONHOro rMNOroHaan3ma
261534 |CuHapom 49, XXXYY 2 Chyuam 2249 CMHAPOM rMNONNa3snmn NOKTEBOM KOCTU- 2 Chyuam
261304 |CuHAapom OTL0BCKOI MUKpogeneunn 20q13.2q13.3|2 Cayyan lymcTBeHHoOI oTcTanoctn v
2597 CUHAPOM MUTOXOHAPUANBHOW MUONATUU-NAKTAT- 2 Cryuan 2235 CMHAPOM rMNOrOHaAO0TPONHOrO FMNOroHagu3ma- 2 Cryuan
aumna03a-rnyxotbl NUrMeHTHOro peTuHuUTa
CuHApPOM MyKOBMUCLMA03a-racTpUTa- CMHAPOM MYXCKOFO rMneproHaAoTponHoOro
2575 o 2 Chyyamn o
meranobnacTHoit aHemum 2234  |rMnoroHagM3ma-ymCTBEHHOM OTCTaNoOCTH- 2 Chyuam
- cKeneTHbIX aHOManuit
255132 AYTOCOMHO-peLeccuBHan cnaepobnactHan aHemus 2 Cryuan
CO B3pOC/IbIM Ha4Yanom 2233 CMHApPOM rMnoroHaansma-nponanca MMTpanbHoOro 2 Cryuan
254925 KoM61HUPOBaHHbIM AepeKT OKUCAUTENBHOTO > Cayuan KNanaHa-yMCTBEHHOMN OTCTanocTu
pochopunmposanus tun 4 v 221142 |[KoHdeTtTH-nogo6Han aTpodua KenToro nATHa 2 Cnyvamn
254898 CuHApPOM rnyxoTbi-3HLuedanoHeponaTum- 2 Cryuan 221139 Kom6uHUpOBaHHbI UMMYHOAEPULUT C nLe- 2 Cryuan
0XXKMpeHua-BanbByONaTUN rnaso-ckeneTHbIMM aHOMaNUAMMU
2547 CUHAPOM MUKPODTaNbMUN-MUKPOTUN-aKMHE3NN 2 Cryuan 220448 MaKpoTPOM60LMTONEHUA C HEAOCTaTOYHOCTbIO 2 Cryuan
nnopa MUTpanbHOro KnanaHa
2533 CuHApPOM MUKpoLedanumn-rnyxorbl-yMmcTBEHHOM 2 Cryuan 2204 |AuncnnacTMuyecKkuili KOPTUKaNbHbLIN rMNepPocTo3 2 Cnyvamn
oTcTanoctn -
CuHApOM MUKpouedanma-MUKpPOKopHea, TUn 2184 E“::.:OM FHAPCERTILIIISKOTO pacTonoNEHR 2 Cnyuam
2528 AP poy pokopHea, 2 Cnyuan y
CumaHoBa 2183 CuHApom ruapouedannun-oxmpeHus- 2 Cryuan
2522 CuHApOM MUKpoLedanmn-aHomanuii cpalLeHus 2 Cryuan runoroHagmsma i
LWeHOro oTAeNa N03BOHOYHUKA 2181 CMHAPOM ruApoLedanmn-BbICOKOPOCIOCTH- > Cavuau
2519 CuHApPOM MUKpoLedann-3nuNencMmn-yMmcTBeHHOM 2 Cryuan rMnepmo6unbHOCTH cycTaBoB i
OTCTa/1I0CTU-NaTONOrMK cepaua _ 217399 BpoXXAeHHanA HeuyBCTBUTENbHOCTb K 60m ¢ 2 Cyuam
2513 CuHApOM MUKpouedanmn-anbbUHM3mMa-aHoMmanui 2 Cryuan runeprugposom
naabues CuHapom mukpouedanumn-rnomepynoHedpura-
2172 2 Chyuam
2511 CuHApom muKpobpaxuuedanumn-ntosa- 2 Cryuan map¢gaHongHoro peHoTuna
pacwenuHbl ry6o 2155 CuHApom 6one3HM MMpLINPYHra-rAyXoTbl- 2 Cryuan
2489 CMHApOM“Aed)EKTa BEPXHUX KOHEYHOCTeil- 2 Cryuan noanpaktnanm
@HOManuK rnasa u yxa 2145 KpaHuocuHTo3, Tun N'epmaHHa-Onuua 2 Cnyuan
2487 CuHgpom Ha“pyI.I.IEHMﬂ Pa3sBUTUA HUKHUX 2 Cayuan 2119 |Cunppom HEC 2 Chyuam
KOHeuHocTen-rmnocnaaun 2110 CMHAPOM BapyCHOFO MCKPUBNEHUA 60NbLLOrO > Crvaan
2482  |CuHgpom Menxema-®daxna 2 Cnyyam nanbLa cTonbl-NpeakcManbHOM NONMCUHAAKTUANN Y
2475  |Benas npsagb ¢ Manbbopmaymamm 2 Cnyyan 2109 [|Xannepmana-LUtpan?dpa-nogo6HbIii cuHAPOM 2 Chyuan
CuHapom makpouedanmm-Hu3KopocnocTu- - i
2427 AP poued p 2 Cryuan 2104 CuHapom aucmopdusma-KnnesuaHom rpyaHas 2 Cryuan
napannerum KneTKa-runepmo6uabHOCTU CYCTaBOB
CuHApPOM nepudepuyecKoii MoTopHoOI i
2400 VAP pudep P 2 Cryuan 2083 CMHAPOM Bbipa*keHHOW rnabennbl, MuKpouedpanum 2 Cryuan
Henponatun-4n3aBTOHOMUU U runoreHUTaNIU3IMa
2390 [CuHApom JIuxTeHwreiiHa 2 Cnyyan 2074 |CuHApOM 6ecnoKolHbIX HOF 2 Cnyyam
238523 |CMHAPOM aTMNWYHOW FMNOTOHMN-LMCTHYPUK 2 Cnyuyan 206564 |POMGNT1-cBA3aHHan NOACHO-KOHEYHOCTHanA 2 Cnyyam
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cnyyaes cnyyaes
MbilweyHana guctpodpusa R15 1563 Cunapom flanbbeprepa-bopepa-Hblokamepa 2 Cnyvamn
2058 CuHapom ®puHca-Cmutca-Talipum 2 Cnyvamn 1547 CMHAPOM KPUNTOMUKPOTUM-BpaxmaakTUnnm- 2 Cryuan
2025 CMHAPOM rMHrBasnbHoOro pubpomarosa-nuuesoro 2 Cryuan M36bITKa AYr Ha NoAyLWKax Nanbues
laMcmopdusma 1533 CuHapom KpaHvuocuHocwsa-annasuu 2 Cryuam
2015 CMHApPOM pacuienuHbl Heba-HM3KOPOCNoCTU- 2 Cryuan ManobepLoBoii KoTn
QHOManuii N0O3BOHKOB 1521 CMHAPOM KpaHUOG(POHTOHA3abHO AUCNNA3UK- 2 Cryuam
2010 CuHApOmM pacliennHbl HEGa-cpocleroca > Cryuam aHomanuu Monavga
cTpemeHKn-onnroaoHTUM 1506 Cuu,q;‘)'om UCTOHYEHHBIX pebep 1 TpybuaTbix 2 Cryuam
2007 CUHAPOM rMNONNA3UK KPbIIOBUAHBIX XPALLEA- 2 Cryuan KocTel-gucmopdusma
KoN060MbI-TeNeKaHTa 1488 Cunapom Kynepa-[kabca 2 Cnyvan
2003 CuHapom pvacuj,enuubl ry6bi/Hé6a-rnyxoTbl- > Cryuam 1485 CMHApOM apTporpunosa-runepkeparosa, 2 Cryuam
KpecTL,0BOi IMNOMbI neranbHan popma
1995 CuHApOM 3as4eil rybbl-peTMHoNaTMn 2 Cnyvamn 1484 CMHAPOM KOHTPAKTYp-3KTOAEePManbHOM > Cyuam
199348 [TuamuH-uyyBCTBUTENbHAA 3HUEedanonaTua 2 Chyuam laMcnnasuu-pacwenuua ry6oi/Heba
199329 |BpoxaeHHaa muonatua, Tun Napagac 2 Cnyuan 1453 [Knt04MuHO-pU3OMENNUECKMii CUHAPOM 2 Cnyyamn
1968 CMHApOM“nJ'IOCKOFO NIMLA-MUKPOCTOMMUK- > Cyuan 1433 |CuHapom xopuouganbHoi atpodpum-anoneumnmn 2 Chyuam
aHOManui yxa 1422 CMHApOM XOHApPOANCNNA3MN-HAPYLUEHUA 2 Cryuan
1964 CMHAPOM 3KCTPACUCTON-HU3KOPOCNOCTH- 2 Cryuan M0/210BOro pa3BuTuA
runepnurmeHTauun-mmkpouedannmn 141258 |PacwenuHa Teccbe Homep 4 2 Cnyvamn
1948 CuHApOM sanunencun-mukpouedanmmu-ckenetTHom 2 Cyuam 1397 CuHapom ruapouedannn-areHesun Mosxeuka 2 Cnyvamn
,Ancnaasuum CMHAPOM HOYHOI CNENOTbI-CKEeNETHbIX aHOMaNuii-
1390 2 Cnyvamn
1937 CuHapom dHra-Litopma 2 Chyyam laMcmoppusma
CuHApom genneuun mutoxoHapuanbHoi AHK, 1380 CuHApoM KaTapakTtbl-Hedponatumn-sHuedpanonatumn|2 Cnyyaum
1933 3Hue¢anomuonamqecxaﬂ dJOPMa C 2 Chyyam renaTo3Hu‘e¢anonaTMﬂ BcneacTeme
MeTUIMaNIoOHOBO aunaypuei 137681 |komb6uHMpoBaHHOro aeduumTa oKUcAuTenbHoro |2 Cayuam
1927 |Cunapom dmepu-HenbcoHa 2 Cnyvam [pocopunmposanua 1 tuna
1883 CuHapom :-)K'rop.eemanbuoﬁ Aucnnasuu- 2 Cryuan 137631 CuHapom ¢pubpo3a nerkux-ummyHoaeduumra-46, 2 Cryuan
ceHCcoHeBpasbHOW TYroyxoctu XX-aucreHesumn roHas,
1861 CuHApPOM TOopaKanbHOM aucnnasun-rugpouedanun|2 Cayuan 1368 CUHAPOM KaTapaKTbl-aTaKCUU-TNIYXOTbl 2 Chyyvam
183707 |[CuHAapom HeiiTpoduabHOro MUMMyHogebuULUTa 2 Cnyvam 1354 CuHApOM ncipm(os cepAua-yKopoyeHua 2 Cryuan
CuHapom anudur3apHOt AUCNNAZUN-TYrOYXOCTU- KOHeuHocTeun
1825 2 Chyyamn -
lancmopdusma 1352 IATPUOBEHTPUKYNAPHDIN aedekT-6nedpapodumos- 2 Cryuan
1806 |CuHApoM 3KTOAEepManbHOM Ancnaasum-cnenotbl |2 Cayyamn ny4eBoii U aHanbHbIV AedekT
1803 Topakomenuueckas aucnnasua 2 Cnyuan 1326 CuHApPOM KamnToaakTuamm, Tun MBaganaxapa 2 2 Cnyyamn
1780 |CuHapom Takkep-AoHHa 2 Cnyuam 1295 CuHapom 6paxutenedpanaHrum-gucmopdusma- 2 Cayuan
1778 CuHApOM NMLEeBoro Aucmopdusma-anesnaHol 2 Cryuan cMHapoma KannbmaHa
IMOLLIOHKM-TMNEePMOBMABLHOCTH CYCTaBOB 1277 |[CvHAPOM 6paxupakTunuu-mesomennu- 2 Chyuam
CMHAPOM aHOMaNMii, aCCOLMMPOBAHHDIX C yMCTBEHHOW OTCTaNOCTU-NOPOKOB CepALa
1770 laucreneseit ronag Tvn XY 2 Cnyuau 1237 CuHgpom Beemepa-dpT6pyrreHa 2 Cnyvamn
CUHAPOM KpaHMOCHMHOCTO3a-ruapouedanmm- CHAPOM TAXKENO0i MUKpobpaxuuedanmmn-
171839 |manbdopmaummn ApHonbaa-Kuapu 1 Tuna- 2 Cnyuan 1236 |ymcTBeHHOM OTCTaNOCTU-aTETOUAHOIO 2 Cnyuamn
paAnoybHapPHOro CUHOCTO3a uepebpanbHoro napannua
169100 |MmmyHoaeduuuT BCcheacteme geduymra CD25 2 Cnyuan 1227  |Cuxpgpom BaHrctapga 2 Chyyan
lemuenmHu1saLmMa ronoBHOro mosra scneacreme 1217 CnuHanbHan f'rpodma-odrranbmonnema- 2 Cryuan
168598 |HepOCTAaTOMHOCTU METUOHUH- 2 Chyyamn NUPaMUAHbIN CUHAPOM
apeHosnnTpaHcdepasbl 1192 CMHAPOM aTepoCKneposa-rnyxorbl-guabera- 2 Cryuan
CuHApOM cnoHaunomeTadusapHoi Aucnaasmm- pnunencun-Hepponarnn
168552 [ucKpuBAEHHbIX Npeanaeynii-nuuLeBoro 2 Cnyuam 1184 CMHAPOM aTaKCUMU-CBETOYYBCTBUTE/IBHOCTU- 2 Cryuan
lacmopdusma HU3pocnocTU
168451 CuHapom cnoHaunoanumertadpusapHoi 2 Cryuan 1126 |Anpo3aHuedannamoskeuKkoBan AUCreHesus 2 Cnyvan
[AMcnnasMu-aHoManbHOro pacnonoxexus sy6os 1123 CUHAPOM XBOCTOBMAHOTO NPUAATKA-TNYXOTbl 2 Chyyam
1670  |XpoHuueckas auapes c aTpodueii BOPCMHOK 2 Cny4aun 1068  |CUHAPOM aHUPUAUM-YMCTBEHHO OTCTANOCTH 2 Cnyyan
166038 |MetadusapHas xoHapoauUcnAa3nA, TUN Kavituna 2 Cnyvam 1064 CUHAPOM aHMPUANMK-areHe3un NoYeK-3a4ePHKN 2 Cyuam
166032 MHoXXecTBeHHan anudusapHaa gucnnasua ¢ 2 Cryuan NCUXOMOTOPHOrO pPa3BUTHA
MUHUINMdU3amu 1046 CMHAPOM NleTaNbHOM FreMONNTUYECKOW aHEMUU- 2 Cryuan
166016 MHoXKecTBeHHan anudusapHaa gucnnasua, Tun 2 Cryuan reHUTaNbHbIX aHOManui
/loypu 1028 |Ameno-oHMXO-rMNOrUAPOTUHECKUIA CUHAPOM 2 Cnyuan
1659 |Aepmatoneiikognctpodus 2 Cnyyan 1021 |CuHapom amaBpo3a-rMnepTpuUxosa 2 Cnyyam
163684 CVIHAPOM“HEVI:(OC‘)HHe¢3n°"aTMM'AMCT°HMM' 2 Cnyuam 1014 CMHAPOM anoneLMn-yMmcTBeHHOMN OTCTaNoCTH- 2 Cryuan
IMOTOPHOM HeuponaTum rMneproHafo0TPONHOro rMNOroHaausma
1570  |CumbpaxuaaKTuama Kucteii u cton 2 Cnyuam 1003 |CuHApOM AedeKTOB CKaNbMna-NOCTAKCUANbHOM 2 Cayyaun
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noanaakTMaAum rAMKoreHuHa
100013 |/luccaHuedanua c runonnasmeit mosxweuka un C |2 Cayyaum 254920 Kom6uHUpoBaHHbI aedeKT okucauTennHoro 1 Coyuait
99849 [MKOreHO3 BCNeACTBUE HeA0CTaTOUHOCTY GeTa- 1 Cavaaii bocdopunmposanms tun 2
leHoNasbl MbliLuL, v 254334 [AyTocomHO-peLeccuBHan 6onesHb LLlapko-Mapu- 1 Cnyuaii
70332 BporxkaeHHoe HapyLueHne IMUKO3UIMpoBaHUua 1 Cayuaii [TyTa TMn B, npome»KyTOUHbIV TUN
B4GALT1-CDG v 243343 |Hep0CTaTOMHOCTb AUMETUNTIULMH-AernaporeHasbl|l Cayyait
79326 BpoXAeHHOe HapylieHne rMUKO3UANpPOoBaHuA 1 Coyuait 240760 BonesHb, CXOfI,HaiI € CMHAPOM XPOMOCOMHbIX 1 Coyuait
ALG2-CDG nonomok HuiimereH
CuHApom BocnanutenbHoro 3abonesaHuns POMT2-cBA3aHHaA NOACHO-KOHEYHOCTHAA .
" " 206559 1 Cnyvaun
529980 [KuLe4HMKa-peunamBa CUHONY/IbMOHaNbHON 1 Chyvan mMblleyHas auctpodua R14
nHpeKuum 1692 Mo3aunuHas Tpucomun 1 1 Cnyyan
CUHApOM BOAAHKU-NAKTaT-aunA03a- 141330 |OpodaumoamnruTanbHbIi CMHAPOM TN 13 1 Cnyyan
528091 [cuaepo6nacTHOI aHEMUU-MYNLTUCMCTEMHOI 1 Cnyuaii 141327 |OpodaumnopurutanbHbiii cuiapom mn 12 1 Cayuaii
HeAocTaTouHocTH 1035 |bera-mepKanTtonakrar uucremH aucynbpuaypua |1 Cayvaii
478029 Kom6UHUPOBaHHbBIN AedEeKT OKUCIUTENBHOTO 1 Coyuait
bocdopunmposaHua Tun 29
458798 |CnuHouepebennsapHan atakcua tun 41 1 Cnyvaii
448010 BporkaeHHoe HapyLlieHune ramkosuamposanua CAD- 1 Cnyuait
CDG
440706 |HepocTaTouHOCTb pM6030-5-U3oMmepasbl 1 Cnyuai
BpoXAeHHOe HapyLleHne rMUKO3UNPOoBaHuUA "
435934 C0G2-CDG 1 Cnyuaii
435651 CIDEC-accoummpoBaHHaa cemeiiHan YacTuyHan 1 Coyuait
lnmnogucrpodua
MepBUYHbIA UMMYHOAEDULMUT C BUPYCHOIA
431166 |MHdeKumeii nocne BaKLMHALUKN NPOTUB KOPHU, 1 Cnyuai
napoTuTa U KpacHyXun
KoM61HUpOBaHHbI UMMYHOAEDULMTBCNEACTBUE "
43114 1
31149 lpeduuymra 0X40 Crysai
204521 CnuHanbHaA mbllweyHasa aTpoduma ¢ 1 Coyuaii
pecnMpaTopHbIM AUCTPECC-CUHAPOMOM, TUN 2
401840 AYyTOCOMHO-peL,ecCUBHan cnacTMyeckas 1 Coyuaii
napannerua tun 71
401800 AYyTOCOMHO-peLLecCUBHaA cnacTMyeckas 1 Coyuaii
napanneruna tun 60
397968 |bonesHb LLlapko-Mapu-TyTa Tun 2R 1 Cnyuaii
BpoXAeHHOe HapyLueHne rMUKO3UINPOoBaHUA "
370924 STT3B-CDG 1 Cnhyvan
370097 |[[na30KOKHbI anbbuHU3M THUN 6 1 Cnyuaii
331190 UmmyHopaeduuut scneacreune aedpuuurta 1 Cryuaii
pukonunHa-3
UmmyHoaepuUUT BcheacTBMe HeJ0CTaTOYHOCTH "
331187 MASP-2 1 Cnyuai
330029 |CvHAPOM rMNOTPUXO3a-rNyXOTbl 1 Cnyuan
329942 TpaH3MTOpPHaA HeOHaTa/lbHaA MHOXeCTBeHHan 1 Cryuaii
He[oCcTaTovHOCTb auun-KoA-aerngporeHas
BpoXAeHHOe HapyLueHne rMUKO3UINPOoBaHUA "
324422 ALG13-CDG 1 Cnyuan
319678 CuHApom 3HUedanonaTumn-runepTpopuyeckon 1 Cryuait
KapauomuonaTumn-601e3HM NOYEUYHbIX KaHaNbLEeB
Bpo’kAeHHOe HapylleHWe INMMKO3UAUPOBaHUA .
300536 DDOST-CDG 1 Cnyuan
2963 |MporepoungHblit cMHAPOM, TN MNeTTn 1 Cnyuai
280333 Anbda-aucTpornmkaH-accounnMpoBaHHasa NOACHO- 1 Coyuait
KOHEYHOCTHaA MbiweyHan auctpopus R16
2786 CuHApPOM OCTeonopo3a-rN1asoKoXKHOMN 1 Coyuait
runonurmeHTaummn
BpoXAeHHOe HapylueHue rMUKO3UINpoBaHuA .
263494 DPM3-CDG 1 Cnyuai
263297 b0/1e3Hb HAaKOMJIEHUA IUKOTeHa C TAXKeNOoM 1 Coyuait

KapavomuonaTtuel BChecTBue HeA0CTaTOuHOCTH
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Koaun4yecTso

ORPHAKog ‘ 3a6oneBaHue unm rpynna sabonesaHunin cemeit
Kosn4ecTBO ONNYOJIUKOBAHHBIX ceMei C — =
3 KoRUGaeTs a2 emeiiHbIii rMnepTUpeos scneacTaue mytaumi |,
ORPHAKopg 3a6onesaHue uau rpynna 3abonesaHui cemeii B reHe peuentopa TTl
/leTanbHblii CUHAPOM MHOKECTBEHHbIX
1
1652 BonesHb [leHTa 250 Cembu 33108 nTepUrymos 28 Cembu
99879 CemeiiHbl M30/1MPOBaHHbIN rMnepnapaTtupeos [100 Cembn MMONaTUA ¢ BKAIOYEHUAMM € KOCTHOI
98784  |AYTOCOMHO-AOMUHAHTHAA HOUHas NOGHaR 100 Cembn 52430 [6onesHbto Mepkera M NO6HO-BUCOUHOM 26 Cembyu
bnunencua lnemenumeit
98759 CnuHouepebennspHan atakcus tun 17 100 Cembu 3464 CuHapom Byaxayca-Cakatu 25 Cembu
89843 [AncTpoduueckuii 3yaawmii 6ynnesHolii 100 Cemby 85203 X-cuenneHHan yMCTBEHHasA OTCTaNOCTb, TMN
pnuaepmonus Kabecaca 24 Cembi
276198 |CnuHouepebennapHas atakcua tun 36 100 Cembu 536471 CnoHaunoancnaacTMYecKuit CMHAPOM dnepca- b4 Comin
1949 [lo6poKauecTBeHHanA cemeliHasA HeoHaTanbHas 100 Cemby LETT
pnunencua 1065 CMHAPOM aHUPUAUM-MO3KEUKOBOI aTaKCUm- 29 ¢
1416 CemeiiHoe oTnoxeHue nupodocdara Kanbuma [100 Cembn lymcTBeHHoi1 oTctanoctn enmbu
2524 MoHTouepe6ennapHas runonnasus, Tun 2 81 Cembu 99027 [AYyTOCOMHO-0MUHAHTHaA elKoaucTpodus ¢ 20 Cemby
51083 CemeiiHbl cMHAPOM KopoTKoro uHtepsana QT |80 Cembu nosgHuUm ae6oTom
526 Cungpom Jlupgana 72 Cembu 98763 CnuHouepebennapHas atakcua Tun 14 20 Cembu
60030 CuHppom Nloiica-AuTua 52 Cembu 97286 Cunapom KapHu-Ctpatakuca 20 Cembu
98934 reHTUHITOH-NoA06HOe 3a6oneBaHue 2 50 Cembu 959 [AKpO-noyeyHo-rnasHom cMHAPOM 20 Cembu
643 MMraHTCcKas akCoHabHasA HeliponaTus 50 Cembu 369913 KoM61HUPOBaHHbIN fepeKT OKUCAUTENBHOTO 20 Cemb
2526 CuHApOM MmuKpouedanun-numepepembi- 50 Cemby bocpopunuposanma un 17
xopropeTuHonatum 3203 HacnepcreeHHbIN ruapaTupyowmii 20 Cembn
B3GALT6-accouMmMpoBaHHbIit CTOMaToLMTO3
536467 |cnoHaunogucnnactuueckuii cuHgpom Anepca- |41 Cembu 3202 Aernapatvpylownii HacneacTBeHHbIN 20 Cemb
AaHno cTomaTtoumTos
98762 CnuHouepebennspHan atakcus Tun 12 40 Cembu HeA0CTaTOMHOCTb KAPHUTUH-
i i i 228308 |nanbmutounTpaHcdepasbl I, HeoHaTanbHan 20 Cembu
79410 MNpeTnbuanbHblii gucTpodpuueckuii 6ynnesHoin 40 Cembn paHcoep ,
snugepmonuns bopma
2670 Cunapom Nupcona 40 Cembu 2229 CMHApPOM AMNATaLMOHHOIN KapAMOMMONaTUU- 20 Cemby
263548 |Cungpom wenyweHms Koxm TMn A 40 Cembu rMneproHaaoTponHOro runoroHaansma
2254 MoHTouepebennapHan runonnasma tun 1 40 Cembu 1200 CMHAPOM aTpe3un XOaH-TYroyxocTu-nopoKoB 20 Cembu
79501 ToueuHana nafOHHO-NOAOWBEHHAA CepAua-uepenHo-MUEeBoro Aucmopdusma
35 Cembu N
kepaTogepmua Tvn 1 100998 IAyTOCOMHO:! ,qomquaumaa cnacrtuyeckas >0 Cembn
200418 |UmmyHopeduumnT c aHomanumeit ¢pakropa | 35 Cembu napanserua tun 17
163937 X-cuenneHHana yMcTBEHHaA OTCTaNoCTb, TUN 35 Cembn 99791 Aucnaasua aeHTina Tn |l 19 Cembu
Heiigma 168615 HacnepcrBeHHana nepcucteHuma anbda- 19 Cemun
1106 MukpodTanbm c aHOMaNUAMU KoHeyHocTen |35 Cembu (peronporenHa
N MHo>KecTBeHHan anudusapHana AUcnaasua Tun
324442 Aytocomno peu.e::cuenaﬂ aKcouvaanaﬂ 33 Cemby 93311 . 18 Cembu
HeliponaTua C HEMPOMUOTOHUEN —
HacneacTeeHHbI KOMGMHMPOBaHHDIN 25080  [X"CUENNIEHHAA MMONATHA C YPE3MEPHON 18 Cembiu
98434 lneduumnt BUTaMmuH K-3aBucumbix ¢pakropos 30 Cembu ayrogarveit
CBepTbIBaHMUA KPOBM 1997 bnedapo-xeino-oa0HTMUECKUI CUHAPOM 18 Cembm
Bosie3Hb HAaKONIEHUA [IMKOreHa BCaeacTenue 90031 CdepouutapHas HeremoauTHYECKaA aHeMMA 17 Cembu
713 Hefo0cTaTovHOCTU pocdornmnuepar KuHasol 1 30 Cembm BCNeACTBUE HeA0CTaTOYHOCTU FeKCOKUHA3bI
452 X-cuenneHHan nuccaHuedanua c aHomanuer 50 Cembn 615 |CemeﬁHan MUKCOMa npeAcepAavii 17 Cembu
reHuTanuit 293168 MnaAEH‘-IEHCKVIV‘I‘ Bocxop,au.mu“ 17 Cembu
425 [Nedunuut anonmnonpotenna A, Tun 1 30 Cembu HacAeACTBEHHbIN CnacTUUeckun napanuy
3237 CUHAPOM MHOXKECTBEHHbIX CUHOCTO30B 30 Cembu 88621  [CHAPOM UXTWO33 HE/\OHOLWIEHHOCTH 16 Cembu
MOBbILEHHAsA aKTUBHOCTb 84090 dnU6pOHEKTUHOBaA rnomepynonaTus 16 Cembu
3222 pocpopurbosunnupodocear cuHTeTasbl 30 Cembn 3220 CUHAPOM FIYXOTbI-rUNoNAasun smanu- 15 Cembu
MITF-accouMmMpoBaHHas MenaHoMa U CUHAPOM AedeKTOoB HorTeld
293822 [npeapacnonoxeHHOCTM K NoYeuHo-KNeTouHoi |30 Cembu 2950  |CMHAPOM TpexdanaHrosoro 60nbworo nanblia-, o
KapuuMHOme NOJIMCUHAAKTUAUN
CUHAPOM KaMNTOAaKTUAMKM-apTPONaTUm- 2850 CuHAPOM anoneLMn-yMmcTBeHHOW oTcTanoctu |15 Cembu
2848 BapycHoii aedpopmaumu weiiku 6egpa- 30 Cembu 28619 CemeitHana ocTpas HeKpoTMUYeCcKas 14 Cembn
nepuKapgura pHUedanonaTua
263553 |[CMHApOM LWenylweHUa KoXu Tun B 30 Cembu 495930 CUHAPOM MOHOCOMMUU XPOMOCOMbI 7, 14 Cembn
Hep0CcTaTOYHOCTb KAPHUTUH- cemeiiHan popma
228305 |nanbmutounTpaHcdepasbl I, TAXKenan 30 Cembu 137831 X-cuenneHHbI CMHAPOM YMCTBEHHOM 14 Cemun
mnapeHyeckan popma OTCTaNoCTU-MO3KEUKOBOW rMnonnasmm
217012 |CnuHouepebennapHan atakcua tmn 31 30 Cembu 1145 X-cuenneHHana mnageH4yeckas CNnMHanbHan 14 Cembu

"Omny0MKOBaHHbIE JAHHBIE 03 YTOYHEHHsI OTHOCSTCS KO BCEMY MHpY. 3Be3704UKa * yKa3bIBacT Ha eBPOINEHCKHE TaHHBIE.
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KO/IN4ecTBo Ko/nmyecTBo
‘ ORPHAKog 3abonesaHue uau rpynna 3abonesaHuii - ‘ ORPHAKog ‘ 3a6oneBaHue unm rpynna sabonesaHunin -
ceme# cemeit
mbllweyHasa atpopusa manbpopmauus
137678 [Yewckana gucnaasus, NAKOCHEBbIA TMN 13 Cembu 100008 |ACys-amunoungo3s 9 Cembu
401996 Kapromerannmyeckmm MHTepCTULNANbHbIN 12 Cembn 391330 X-cu,enneuufm 0CTeonopos ¢ nepesomamm 8 Cembn
Hedpput 3248 AncTanbHbiii cumpananrnsm 8 Cembn
228277 |CemeitHaa aHeTOAEpMUA 12 Cembun 306527 N30n1poBaHHbIW HacNeACTBEHHbIN 2 Cemby
99955 bonesHb LWapko-Mapu-TyTa Tvn 4B1 11 Cembu BPOXAEeHHbIA Napanuny 1MLeBoro Hepea
98971 3agHAA amopdHan ancTtpodua porosuLibl 11 Cembu 217055 [AyTocomHo-peLeccuBHas 6onesHb LLlapko- 3 Cembu
HacnepcreeHHasa CEHCOPHO-BereTaTMBHasA Mapu-TyTa NPOMEXKYTOUHbIN TUN A
478664 . 11 Cembun
HelponaTtua Tmn 8 1377 CUHAPOM KaTapaKTbl-MUKPOKOpPHea 8 Cembn
439218 KCNQ2-accoumnmnpoBaHHas anunenTuyeckas 11 Cembn 1149 CuHapom KycKokeum 8 Cembn
pHUedanonatus 93561  |ALys amunongos 7 Cembu
X > >
90001 cuenneHHbIn CMH.C'.IS’O"YI Kon60ouKkoBoM 10 Cembyu 86817 FemonuTMYecKkan aHemus BcnepacTsmne 7 Cembu
[AMCchYHKUMM ¢ Mronuen lnedunumnTa ageHmnaTkMHasbl
CuHApomanbHas X-cLienneHHan yMmcTBeHHas 488594 [AyTOCOMHO-peLeccuBHan cnactuyeckas 7 ¢
85279 OTCTanocTb BCneacTsne mytaumm B reHe 10 Cembu napannerusa Tun 76 embi
KDM5C CuHapom dpoBeanbHol runonnasumn-gederta
535458 |CemeitHblit agedpuumt GPIHBP1 10 Cembu 397618 [nepekpecra 3puTenbHbIX HepBoB-AUcreHesn |7 Cembu
481662 |CemeiiHas 03HO6neHHaAA BONYAHKA 10 Cembu nepeaHero cermeHTa
AYyTOCOMHO-peLLeCcCMBHAA MO3XKe4KoBas BporKAeHHOE HapyLueHWe FUKO3NAMPOBaHUA
412057 aTtakcua scnegcreue aedpuunrta STUBL 10 Cembu 324737 SRD5A3-CDG 7 Cembi
3412 VACTERL c rugpouedanueii 10 Cembu 324713 |A6eTta-amuMnona03, UTaNbAHCKUIA TUN 7 Cembu
309020 CemeiiHaa HeAOCTaTOYHOCTb 10 Cemby 320396 [AyTOCOMHO-peLeccMBHanA cnacTu4Yeckas 7 Cembn
anoannonpoteunHa C-ll napannerua tun 45

2791 OTOoAEHTaNbHbIN CUHAPOM 10 Cembu 300345 |AyTocomHasa cMcTeMHan KpacHaa BOYaHKa 7 Cembn

2238 CemeiiHblA N30/1IMPOBaHHbIN rMnonapatupeos |10 Cembu 281139 |KonbLeBUAHDIW INUAEPMOAUTUYECKUI UXTUO3 |7 CeMbK

2202 CUHAPOM Naf0OHHO-NOAOLWBEHHOMN 10 Cembu 251274 |CemeiiHblii runepanbaoctepoHusm tmn lll 7 Cembu
KepaTtoAepMUKU-INyXoTbl 1897 CuHppom 39M 7 Cembn
CMHAPOM NapaOHHO-NOAOLWBEHHOM - i

2198 AP A A 10 Cembu 178461 X-cuenneHHaa muonaTtua ¢ atpodpueit 7 Cemby
KepaTtogepmMumn-KapuymHOmMbl nmwiesoga NOCTYpPa/ibHbIX MbILLIL,

1856 CuHapom cnoHgunonepudepuyeckoi 10 Cembu 1777 CuHppom TemTamu 7 Cembu
ACNNIa31H-KOPOTKOM NIOKTEBO KOCTU X-cuenneHHoe peTKynapHoe NUrMeHTHOe
HacnepcrBeHHas myMonaTtua ¢ paHHein 85453 aCI:T oiicTBO P yrap 6 Cembun

178464 L 10 Cemby paccTp
AblXaTe/IbHOWU HEAOCTAaTOYHOCTbIO 85110 CemeiiHan sHUedanonaTma ¢ BKAIOYEHUAMM s C
166063 MoHTouepebennapHan runonnasma tun 4 10 Cembu HelipocepnuHa embh

1658 CMHAPOM OTCYTCTBUA OTNEYATKOB NanbLieB- 10 Cembn 79447 X-cuenneHHbIN CUHAPOM /IeTaNbHOTO 6 Cembu
BPOA/IEHHbIX MUINYMOB IMHO>KeCTBEHHOro NTepuruyma
IAOM"HaHTHNﬁ anctpoduueckmii 6ynnesbiii 79401 MpocToii 6yanesHbiit snuaepmonus, Tun OrHa |6 Cembu

158676 [snnaepmonus ¢ M30AMPOBaHHLIM 10 Cembm 73229  |cunapom HANAC 6 Cembu
nopaxkeHmem Hortein = =
AKpanbHbIii AUCTpodUUEcKuii BynnesHbiii 456318 CMTAPOM naCTIBACTEGHION cencopHon 6 Cembu
158673 10 Cembu HenponaTuun-rnyxotbl-gemeHumu
PnuAepmonus 391411 |ATMNMYHDIN FOBEHU/IbHBIA NAPKUHCOHN3M 6 Cembn

1412 CHApom cpalenus 33';'"“"""( u 10 Cembu 34516 DNAJB6-accounpoBaHHaa NOACHO- 5 Cemby

NPEANNIOCHEBbIX KOCTEN KOHEYHOCTHaA MbllleyHasa guctpodus tTun D1
140927 lo6poKayecTBEHHble cemeliHble HEOHaTaIbHO- 10 Cemby 224561 CMHAPOM rMMONMUIMEHTALMN-TOEUHOI e Comn
MHaHTUNbHbIE cyaoporu nap0HHO-NOAOLIBEHHOI KepaToaepMum
1276 CUHAPOM GpaxMAAKTUNNN-apTePHaNbHON 10 Cembu [AyTOCOMHO-peLeccMBHanA cnacTu4deckan
runeprexsum 320380 napannerua tun 54 6 Cembi
101006 [AyTOCOMHO-peLeccMBHan cnacTu4eckan 10 Cemby 2836 TARP cunapom 6 Cembn
napannerua Tun 26 "
n 2790 QHpOCTaNbHbIN rTMNepocTo3, TN Bopra 6 Cembu
100996 | YTOCOMHOPELECCUBHAA cRacThieCckan 10 Cemby 2045 |Cunapom FLOTCH 6 Cembn
napanaerua tun 15 =
1799 CemeitHaa ancdasua passuTua 6 Cembn
100991 AYTOCOMHO-AOMMHaHTHas cracTuieckan 10 Cembn CnoHaunomeTadpusanbHaa gucnnasusa, Tun
napanserna Tun 10 168454 A A ’ 6 Cembu
AYyTOCOMHO-A0MMUHAHTHaA cnacTUyecKas Hetesnes
100989 yT 10 Cembn IMe30aKcuManbHasa CUHOCTOTUYECKan
napanaerua tun 8 157801 " 6 Cembn
AyTOCOMHO-A0MMUHAHTHaA cnacTUyecKkas CUHAAKTIANNA C PEAYKUNEN dananri
100988 yT 10 Cembn CTpeMeuyKoBbIii aHKU/103 C LUUPOKUMM
napanaerua tun 6 140917 6 Cembu
Mporpeccupylowas MUMOKNOHUYECKaAA BonbLummy nanbuamm py u Hor
26351 - |
63516 snunencus Tvn 3 9 Cembn 137634 Cuugggpquisn/;e;::o;o ;)ocra makpouedpanum 5 Cembu
Ll ro Anucm nsm
217266 |CwHpgpom BNAR 9 Cembu Toi068 1B = A B > 5 C
0XAEHHaA CTPOMaNbHan AucTpodua eMbM
1062 HacnepcrBeHHaa HEMPOKOXKHasA 9 Cembu POMA P AMCTP
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Koiunyecteo

Koaun4yecTso

‘ ORPHAKog 3abonesaHue uau rpynna 3abonesaHuii - ‘ ORPHAKog ‘ 3a6oneBaHue unm rpynna sabonesaHunin -
cemeit cemeit
porosuLbl ankanosa
99940 IAyTOCOMHO-A0MUHaHTHasA 6onesHb LLlapko- 5 Cembn 2947 CuHApOM TpexdanaHroBbix 601bLIMX NaNbLeBs- 4 Comun
Mapun-TyTa Tmn 2F 6paxnaKTpoaaKkTUANK
98766 CnuHouepebennsapHas atakcua Tun 5 5 Cembu 293936 |CuHppom EDICT 4 Cembu
86789 'Mnonsiasua/annasva HagKONEHHUKA 5 Cembu 2699 CpeAnHHDIN y3en BepxHeii rybbl 4 Cembu
85442 CMHAPOM HU3KOPOC/NIOCTU-aHOMANUI rMNoduU3a 5 Cembn 266 AYyTOCOMHO-,0MUHAHTHaA NOACHO- 4 Cembu
M MO3)Ke4Ka-Maioro TypeLKoro cegna KOHEYHOCTHasA MblleyHas anctpodusa tun 1A
444092 CMHAPOM ayTOMMMYHHOM MHTEPCTULMANBHOK 5 Cembn 238578 CemeiiHasa KOCONanNocTb BCaeacTBue 4 Cembu
60ne3HN Nerkux-apTputa Mmukpoaynamkauum 17q23.1q23.2
424099 CuHapom K0n068M3T03HOM MUKpodTanbmum- 5 Cemby 2307 CuHppom IVIC . 4 Cembu
pusomennuyeckon gucnaasmmn CuHApOM nporpeccupyiowei
3454 CUHAPOM YMCTBEHHOM OTCTaNIOCTU-3a4EPXKKU 5 Cemby 228012 |ceHCOHeBpPa/bHOM TYroyxocTu- 4 Cembu
Pa3BUTUA-KOHTPAKTYP runepTpoduyecKoi KapamommonaTum
34527 CemeiiHan nemeHfa rMNomarHMemma ¢ _ |5 cemon 139525 .D,ufranbuaa HacneACTBeHHaA MOTOpHanA 4 Cembu
HOPMOKaibLUypueli U HopmoKanbLuuemuen HeliponaTua Tun 2
3351 TprxoaeHTaNbHbIN CMHAPOM 5 Cembu 1275 CUHAPOM 6paxnMaaKTUANN-AUCNNA3UU NIOKTA U 4 Cemum
N 3anacTba
3301 :1:2”‘::3;“ T::::::;e"”" HHonEeTRRE > Cembi /leTanHan aTakcuA ¢ ryxoToi U atpoduei
A : ; 1187 3puTeNIbHOro Hepea ! P 4 Cembu
YTOCOMHO-pPeLLecCMBHAA cnacTuyeckas
20411
320 napannerua Tun 56 > Cembu 101108 |CnuHouepe6bennsapHasa atakcua Tmn 23 4 Cembu
319640 |MakynsapHas guctpodua ceTyaTku TMN 2 5 Cembu 101077 X-cuenneHHas 6onesHb LWapko-Mapu-TyTta Tn 4 Cembu
CMHApPOM ayTU3Ma-3NUNEencumn BcneacTsmne 3
308410 HeA0CTaTOYHOCTU KMHa3bl ) 5 Comby 97249 MoHTouepebennspHan ru:lonnasuﬂ mn 3 3 Cembn
KeToauuaaernaporeHasbl ¢ pasBeTBNEHHOM [AyTOCOMHO-peLeCcCUBHbIA CUHAPOM
uenbio 95433 cnnHouepe6ennapHoit aTakcMn-cnenoTbl- 3 Cembn
2802 X-cuenneHHas cupepobnactHas aHemua u 5 Combn rnyxotbl
cnuHouepebennspHasn atakcus 94064 CuHApom rayxotbi-6ecnioaus 3 Cembn
231108 |CemeiiHaa pabaovaHas onyxonb 5 Cembu 895 Cunapom BaappaeHbypra tmn 2 3 Cembun
2118 XoykuHCHMHYpUA 5 Cembu 67044 Tpom6ouuToneHmsa c BEO’KAe"“Oﬁ 3 Cembyu
PYKYTUH-CBA3AHHAA NOACHO-KOHEYHOCTHAA |AN33pUTPONO3ITUYECKOW aHEeMUK
206554 5 Cembu
MbiwweyHas auctpodpus R13 [AyTocomHO-aOMMHaHTHaA aTpodua
= 67036 3 Cembn
1879 MenopeocTos ¢ 0CTEONONKUIO30M 5 Cembu 3pUTENbHOrO HEpPBa U KaTapaKTa
1836 Me3somenunueckaa aucnnasus, tun Kautanytpa |5 Cembu 530849 |CemeitHblii gepuuut anonmnonporenHa A5 3 Cembn
178333 |(na3Has 60ne3Hb ocTpoBOB AanaHaa 5 Cembu CuHapom DDX41-accouumnpoBaHHOM
171851 |CuHapom MEDNIK 5 Cembu 488647 npeApacnoNoXeHHOCTU K rematonornyeckum |3 Cembu
1428 CemeliHan xoHAPOMaNALMA HaAKONEHHUKA 5 Cembu 310Ka4eCTBEHHbIM HOBOO6pPa3oBaHMAM
X-cuennenHan HacneCTBEHHAA CEHCOPHO- CMHAPOM NPOTrPeccHpYIOLLMX KOHTPaKTYp-
139583 | . eratueHan HeliponaTna ¢ rayXoTodi 5 Cembn 466921  [noAcHO-KOHEYHOCTHOI cnabocTn-mbilweyHoii |3 Cemby
101039 [PMnencua c YMCTBEHHOM OTCTaNnoCTbIO, s Cembn AvcTpodum ¢ Ae6roTOM B AeTcKom Bo3pacTe
lOrpaHMuEHHasn KEHCKUM N0IoM 447757 [AyTOCOMHO-A0MUHAHTHaA cnacTUYecKas 3 Cembn
[AyTocomHO-peLieccuBHasn cnactuyeckas napannerus Tin 98
101003 napanaerus Tun 23 5 Cembn 444072 [MoszskeukoBo-nuue-3y6HOI cUHAPOM 3 Cembm
PaHHAA X-cLienneHHan aTpodus 3puTesbHOro CMHADPOM HU3KOPOCNIOCTU-NOBbILIEHHOTO
98890 Hepsa 4 Cembi 435804  [KocTHOro Bo3pacra-paHHero Hayana 3 Cembm
97239 MwuonaTtua ¢ peayumnpyowmmm TenbLlamm 4 Cembu ocTeoaprpura —
93302 Bpaxvoamus, Tun Mapoto 4 Cemby 3466 CuHapom WT KOHEYHOCTen-KpoBU 3 Cembn
lerkas cnoHaunoanuéusapHaa gucnnasua 329319 TPombouuTemus c p,e:d)ex'ramu AUCTANBHBIX 13 - by
93279  |scnepcteue mytaumm B reve COL2A1 ¢ paHHum |4 Cembu OTAE/I0B KOHEeUHoCcTen
Hauanom ocTeoapTpuTa 319340 CuHApom Komnnekca KapHu-tpucmyc- 3 Cembn
77297 CuHapom Mapxupa 4 Cembu NCeBAOKAMNTOAAKTNNM
466806 IAYyTOCOMHO-A0MUHAHTHaA TpoM6ouUTONEHUA C 4 Combn 314978 X-cuenneHHas Henporpeccupytowan 3 Cembu
HapyLIeHUem cekpeLmm Tpom6oumTos MO3MeHKoBaA arakeua
46348 bose3Hb NPUCTYNoo6pasHbIx pe3kux 6onei 4 Cembun 300359 PLCG2-accounmMpoBaHHbIi AedUUUT aHTUTEN U 3 Cembu
423296 |CnuHouepebennapHas atakcusa, Tun 38 4 Cembu EMMVHHaﬂ AVCperynauma
CuHApPOM NnueBoro aAnsmopdusma-sbiBUXa 2994 VIH,quMvHMBKOpOCIIOCTM-HepeI'IHO-IWILI,eBbIX 3 Cembn
o QHOMaNuii-rMNonaasmMm NONOBbIX OPraHOB
412022 [xpycTa/iMKa-aHOManuu nepeaHero cermeHta |4 Cembu —
rnasa-cnoHTaHHbIX GUABLTPYIOWMX NY3bIPbKOB 280628 Cemeitnan nporpeccupytowan runep- u 3 Cembu
> > runonurmeHTauma
401911 IAXIN2-accouMmMpoBaHHbIA aTTEHYUPOBAHHbIN 4 Cemb
cemeiiHblli af,eHOMATO3HbIi1 N0AUNO03 2211 CvHApOM runepTesiopusma-runocnaaum- 3 Cembu
CMHAPOM rMnepypuKeMun-a1erovuHomn MOANCUHAKTUNN
363694 4 Cembu 2066 HeA0CTaTOYHOCTb TPaHCAMMHA3bl FaMMa- 3 Cembu

runepTeuauu-noueuHoﬁ HeA0CTaTOYHOCTU-
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KO/IN4ecTBo Ko/nmyecTBo
ORPHAKog 3abonesaHue uau rpynna 3abonesaHuii - ‘ ORPHAKog ‘ 3a6oneBaHue unm rpynna sabonesaHunin -
ceme# cemeit
QMUHOMAaCNAHOWN KUCNOTbI peLeccMBHan MO3XKEUYKOBasA aTaKcua
162 CUHAPOM KaTapaKTbl-rnaykombl 3 Cembu 329191 CUHAPOM BbICOKOPOC/NOCTU-CKONNO3a- > Cemuu
1541 KpaHnocuHocros, Tun boctoH 3 Cembn MaKpoAaKTUAMM 60/1bLLINMX NanbLEeB CTOMNbI
140963 CUHApPOM ABYCTOPOHHEN MUKPOTUN-TAYXOTbI- 3 Cemun 324718 |ABetaE22K amunonpo3 2 Cembu
pacwenuHbl Heba 324708 |A6eTta-amunongos, Tun Aiiosa 2 Cembu
1252 CuHgpom 6nedapoHasodaumnanbHom 3 Cembn 3233 CUHAPOM KOXN1€0CaKYNAPHOM AereHepauuu- > Cembn
manbpopmaummn KaTapaKTbl
1182 CnacTuyeckasn aTaKkcuA ¢ BPOXKAEHHbIM 3 Cembn 3085 CUHAPOM NUFMEHTHOTO PETUHUTA-YMCTBEHHOM > Cembn
Mnosom OTCTAaNOCTU-TNIYXOTbI-TMNOrOHaAN3MA
CMHApPOM HUTEBMAHOTO aHKUNobnaepapoHa 3apepiKKa NepenoH4YaToro OKOCTEHeHne
3034 2 Cembu
1074 apaHaTYyM-Henep$opMpoBaHHOTo 3a4Hero 3 Cembu uepena
npoxopa -
POXOA; 300576 CUHAPOM OIUFOA0HTUM > Cemum
101010 |JAyTrocomHasa cnactuyeckaa napannerua tun 30 |3 Cembu npeapacnonoXeHHOCTHU K paKy
99846 [AYyTOCOMHO-A,0MMWHAHTHAA MUOTNO06UHYpUA 2 Cembu 2818 CuHApPOM cnacTUYecKoi napanaeruu- > Cembm
98606 CvHAapoMmanbHaa runonnasuva Kpasa rnasHuubl |2 Cembn rNayKoMbl-yMCTBEHHOI OTCTaNoCTy
Bpo)aeHHoe oTcyTcTBue/runonnasmsa 2754 OpodaumoguruTanbHbliii CUHAPOM, TMN 6 2 Cembu
973 nanbues, 33 UCKAOYeHMeM 60bLIoro, 2 Cembu 263463 ICHST3-accoummnpoBaHHana ckeneTHaa > Cemby
0AHOCTOPOHHEE lAncnnasus
94083 CuHppom MapTuHIToHa 2 Cembu 2504 CuHapom meTtadusapHoit gucnnasmu- > Cemby
93409 BpaxnAaaKkTUANA-CUHAAKTUANA, TUN YXKao 2 Cembu rmnonnasumn BepxHew YentoCcTu-6paxmaakTuIumn
CuHApOM ANbNOPTa-yMCTBEHHOM OTCTaNoCTH- 2471 CuHapom MakaoHadp 2 Cembu
86818 runonnasuu cpeaHeit TpeTu nuua- 2 Cembu 2405 CuHapom yro;:u.\euun MOUeK ylein- > Cembn
banunToumTosa KOHAYKTUBHOW INyXOTbl
85287 X-cuenneHHaa ymcTBeHHas OTCTaNOCTb, TUN > Cemby 2379 CuHapom prHero NapKUHCOHU3Ma- > Cemby
Cupepuyca lymcTBEHHOM oTcTanocTn
CMHAPOM rMnepKoaryaauumn scneacrsue CuHapom gedpopmauum 6onblioro nanbua
2251 2 Cembn
83639 HeAO0CTaTOYHOCTU 2 Cembu KUCTU-anoneuum-aHoMaanum NUMrmeHTauum
rnukosundocpatmananHosutona CemeiiHbl1 M30/1IMPOBaAHHDIN rMNoONapaTMpeos
79141 HacnepcrBeHHble 601€3HEHHble M030aM 2 Cembu 2239 BC/eACTBME areHe3un NapawmMToBUAHbIX 2 Cembu
79136 Dnusoamnyeckan atakema Tmn 4 2 Cembu rkenes
75497  |X-cuenneHHbl cuHapom Inepca-faHno 2 Cembm 217622 E::;,::::::::::ﬁmyxma CAMnaTauionHon  f,
75373 Mporpeccupyiowan 6udpokanbHan > Cembu
XopuopeTUHanbHas aTpodus 2027 CuHApOMm ruHrsanbHoro pubpomartosa- > Cembu
75327 MakynapHas auctpopusn CeBepHoii KaponuHbl |2 Cembu nporpeccupytoLei Tyroyxoctn
67045 X-cLenneHHan yMcTBeHHan OTCTaNoCTb ¢ ) c 1895 CuHapom 3 auH6Yprckoi manbdpopmauumn 2 Cembu
W30MPOBaHHLIM AeduUNTOM ropmona pocta |~ oY 1867  |1acneAcTBeHHan GynnesHan anuctpodus, 2 Cembm
65720 |Cunppom apTporpunosa-taxenoro ckonmosa |2 Cembu MaKyAPHBIA TN
. 1786 [AKponMLEeBoit AN30CTO3, KAaTAaHCKUIA TN 2 Cembu
568065 EPHBA-accounypoBanan ¢ umpaTiecian 2 Cembn HacnepcrBeHHas CeHCOp’HO-BGFETaTMBHaﬂ
BOASAHKA nnoaa 139564 M 2 Cembm
55596 HNRNPDL-accoummpoBaHHas NOACHO- > Cembn Helponartua Tmn 1B
KOHEYHOCTHaA MbllieyHasa guctpodusa tTun D3 139557 X-cuenneHHasn gucTanbHas cnMHanbHas 2 Cemby
CemeiiHbiii gednumT paktopa cospeBaHUs MblweyHaA aTpodua Tun 3
535453 1 2 Cembn [AyTOCOMHO-peLeccuBHan cnacTuyeckas
innasel 139480 2 Cembu
Kom6MHUPOBaHHbII UMMYHOAedULUT napannerna tun 39
476113 BcnepcrTBue HepgocratouyHoctn TFRC 2 Cembi MuKpodTanbm ¢ aHOMaNUAMU MO3ra 1
A A 130471 | O ien 2 Cembm
[AyTOCOMHO-peLeccMBHan cnacTu4eckan
447760 napannervs T 9B 2 Cemby 1350  |Cunapom cepaue-pyKa Tvn 2 2 Cembu
[AYyTOCOMHO-A0MUHAHTHaA cnacTUyecKas Kapanomuonatusa u Tyroyxoctb
447753 napannervs Tn 9A 2 Cembu 4349 laccoummnpoBaHHas ¢ MUTOXOHAPWanbHOM AHK 2 Cembi
HapylieHue NoN0BOro passuTUA BCaeacTBUe 1241 CuHapom BeHue 2 Cembu
443087 |HeAOCTAaTOYHOCTM TECTUKYNAPHOIM 17,20- 2 Cembu 114 IAypuKynoocreoaucnnasms 2 Cembu
ecmMmonasbl ¢ Kapuotunom 46, XY - -
A P 99946 [AyTOCOMHO-A0MMUHAHTHaA 6one3Hb LLlapko: 1 Cembs
439254 [ITM2B amunongo3s 2 Cembu Mapu-Tyta Tun 2A1
434179 |OpodaumoaurutanbHblii cMHApPoOm, TMN 14 2 Cembu 99945 IAYyTOCOMHO-A0MMUHAHTHaA 6onesHb Lapko- 1 Cembs
42665 |Cungpom Tutue 2 Cembu Mapu-TyTa Tvn 2L
LlepBuKanbHana AUCTOHUA Y B3POCAbIX, TUN 1 [AyTocomHo-aomuHaHTHas 6one3Hb LLlapko- 1
420492 DYT23 2 Cembu 9994 Mapw-Tyta Tan 2G Cembs
411788 |CemeiiHas M30nMpOBaHHaA TPUXOMEranus 2 Cembu 99806 _ |OToaeHTanbHan gucnaasus 1 Cembsa
401964 [AyTocomHO-gOoMMHaHTHaA 6onesHb LLlapko- > Cembm 998 CMHAPOM anbbMHU3MA-FNYXOTbl 1 Cembs
Mapu-TyTta, TMN 2 C TMFAaHTCKMMW aKCOHaMK 99792 CUHAPOM AUCNNA3MK AEHTUHA CO CKIepo30oM 1 Cembs
352403 |CneKTpMH-accou,uupoaaHHan ayTOCOMHO- 2 Cembu KocTeit
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KONNYecTBo KO/IUMYECTBO
‘ ORPHAKog 3abonesaHue uau rpynna 3abonesaHuii - ‘ ORPHAKog ‘ 3a6oneBaHue unm rpynna sabonesaHunin -
cemeit cemeit
98959 Cy63nutennanbHan MyuuHo3Hasa auctpodusa 1 Cembs 60one3HM MNepxera ;
porosuLbl 324723 |Abeta-amunonpao3, apKTUYECKUn TMn 1 Cemba
[AYyTOCOMHO-peLeccuBHbIi CUHAPOM 324703 |ABetal34V amunonpos 1 Cembsa
95434 MO3)KeUYKOBOW aTaKCUMU-CaKKaZUUYEeCKon 1 Cemba -
e 320365 [AYyTOCOMHO-,0MUHAHTHaA cnacTu4ecKas 1 Cembs
Py napannerusa Tvn 36
93397 Bbpaxuaakrtunua tun A7 1 Cemba 3196 CuHApom aeduULMTa CTEPOUA AETAPOreHasbl- 1 Cembs
93283 CnoHpunoanudusapHas gucnnasusa, Tn 1 Cembs aHomanwii 3y6os
Knumbepau 319332 [AyTOCOMHO-peL,eccuBHbIA MUOTEHHbI 1 Cembs
85335  |CuHapom ®puga 1 Cembsa BPOXAEHHDI MHOXeCTBEHHbIV apTPOrpunos
85322 X-cl.l,enneHHan YMCTBEHHas OTCTaNoCTb, TUN 1 Cembs 3101 Cungpom cy6aopTanbHOro cTeHosa- 1 Cembn
Mait HM3KOPOCNOCTU
X-cuenneHHan cnuHouepebpanbHan aTakcua - i i
85292 Ly uepeop 1 Cembs 314889 Ay‘rocowio ,qOMVIHaHTHEIVI NPOKCUMaNbHbIA 1 Cembs
Tun 4 noYeyHblii KaHabLeBbIW aunao3
X-cuenneHHasa yMCTBEHHaA OTCTaNoCTb, TMN 300305 |MuKpoaynauKauuoHHbIi cuHapom 11p15.4 |1 Cembs
85288 1 Cemba
CTokko foc CaHToca 2999  [cunapom nTosa-kocornasua-akTonum 3paukoe |1 Cemba
85168 |YepenHo-nuuesan avcnnasua konbouek 1 Cembn 293375 |Auctpodua porosuupi peiicoHa-YunbpaHara |1 Cemba
84093 ::;’;iﬁ::;““a" TepmouyscTeuUTeNbHaA 1 Cembs 2917 CuHApPOM NOAMAAKTMAMKN-MHONUU 1 Cembsa
CMHAPOM NepeKpPyYEeHHbIX BONOC-
79135 Snusogmuueckas atakcma Tun 3 1 Cembsa 2890 oHMXOAMCNNA3MM 1 Cembn
79129 CMHAPOM TPUXOAMUCNNA3UN-HECOBEPLIEHHOTO 1 Cemus 2835 CHApPOM BOPOHKOO6PA3HOIi FPYAHOM KNETKU- | Cembn
amesioreHesa maKpouedanum-aMCcNNacTMYHbIX HOrTel
79085 [AKT2-accounmnpoBaHHas cemeiiHasa YacTMYHan 1 Cembs 2821 CMHAPOM CNacTMYecKol napanierum- 1 Cemba
nunoaucrpodua HeliponaTuM-noMKunoaepmumn
DKTOACPMANbHAA ANCNNA3UA C 276183 |CnuHouepebennsapHas aTtakcua tun 32 1 Cembsa
69083 BHYTPUYTPOGHbIM NpopesbiBaHMem 3y608, Tun [1 Cembsa AyTOMMMYHHBI "AMMdonponndepaTUBHbII
TépHneHHN 275517 |cuMHApOM C peunamsupyolMMmn BUpycHbimu |1 Cemba
589522 |Spinocerebellar ataxia type 46 1 Cembs MHbeKLMAMM
574918 MpeapacnonoxeHHOCTb K T"’“e"OTRBF‘;PVC“Oﬁ 1 CeMbs 2709 OkynogeHTanbHbIli cuHAPoMm, TR Pesepdopaall Cemba
MHeKuumn Bcheacteue gepuumra /TUL,eBOl-HEPBHO-MbILLEYHO-CKENETHbI
CuHApPOM AedeKToB NOKTeBOIi/ManobepLoBoii 2674 cMHApOM, KMIPCKMH THN 1 Cembn
52056 KOCTei C PagUONbHO CTOPOHDI- 1 Cemba 2663 Cunapom Hatanus 1 Cembs
GpaxuaakTuanm CMHAPOM cnacTUYecKol aTakcum-guctpodpum
498602 |bpaxupaktuaua LlyrepmaHa 1 Cembn 2572 porosuub! 1 Cembn
aggazy  [P'XZ-accounupoBaHHaa GpoHTOHasanbHaA 1 Cembs 2565  |CuHapom MoHoHeHa-KapHeca-CaHaka 1 Cembs
Avcnnasna - 2408 CuHppom Jlon-KoHa-KoxeHa 1 Cemba
(AYTOCOMHO-AOMMHAHTHBIN CUHAPOM BporkAeHHaA KOPOTKaa pebepHo-rpyaHas
476119 |npeakcnanbHOM NOAMAAKTUAMK-TUNEPTPUXO3a |1 Cemba 2391 canska 1 Cembs
BepXHel YacTu CNUHbI C S
MHApPOM 3nubynbbapHoro nMnogepmonaa-
[AYyTOCOMHO-A,0MMHAHTHaA cnacTUu4ecKas 231742 AP ¥ P Aep A 1 Cembs
444099 1 Cemba npeaypuKyaapHOro npuaatka-noamtenma
napannierus in 73 CUHApPOM NaAOHHO-NOAOLLBEHHOW
NDE1-accoummpoBaHHas 2201 AP N o 1 Cemba
443162 1 Cemba KepaToaepMMUuM-CnacTM4eCcKoro napaavya
MUKpOrUApaHaHUeGanmA CuHapom rugpouedanmmn-ronybbix ckne
IAYyTOCOMHO-A0MUHAHTHBIA CUHAPOM MUONUU- 2186 Hed:a’c))namuAp H v P 1 Cembs
eTPy3nK cpefHeil TpeTn nnua-
440354 [° vpy pea o P n .|1 Cembsn 2097 CuHapom MpaHT 1 Cembs
HeliPOCeHCOPHOI TYroyXoCTU-PU3OMENNYECKON
avcnnazun 2090 CuHpgpom GMS 1 Cemba
X-cuenneHHo cuHapom Kono6omaTo3HOM 1979 /lunopncTpodua BcreAcTaue AeduunTa 1 Cemba
431140 |MmukpodTanbmuu-muKpouedpanmm-ymcrseHHo|1l Cembsa nenTUAHbIX $aKTopos pocra
OTCTaNOCTU-HU3KOPOCAOCTH 1962 CMHAPOM 3K30CTO30B-aHETOAEePMUU- 1 Cembs
391327 |X-cuenneHHbIli rMNepocTo3 cBoAa Yepena 1 Cemba bpaxupaktiamum, Tn E
370131 |Cunapom 6enbix Tpom6ouuTos 1 Cembs 1892 CUHAPOM 3KTPOAAKTUNMU-NONNAAKTUNINN 1 Cembsa
370091 [rnasokoskHbiit anb6uHM3M TMR 5 1 Cemba 1876  |OKYNOTacTPOUHTECTUHANLHAR MbllleyHas 1 Cemba
X-cuenneHHan AU33pUTPONOITUYECKAA aHEMUA AucTpOdUA
363727 |c aHomanbHbIMM TpOMBOLUTaMM 1 1 Cemba 1765  |CuHAapom AncxoHApocTeosa-HedpuTta 1 Cembn
HeiiTponeHueit 171863 [AyTOCOMHO-,0MUHAHTHaA cnacTuyecKas 1 Cembs
3417 |cunapom Baw gex Bow 1 Cemba napannerus Tn 42
3408 Eonesnb ANWAMOHa 1 Cemba 171622 [AyTOCOMHO-0MUHAHTHaA cnacTuyecKas 1 Cembs
napanaerua tun 32
3361 CUHAPOM TPUXOAUCNIAZUN-KCEPOAEePMUMN 1 Cemba
HernnonporenHemuueckan runeprpopuyeckas 171617 (AYTOCOMHO-AOMMHAHTHAA cnacThyeckan 1 Cemba
329883 1 Cemba napanaerua tun 38
ractponaTua
329475 |Cunppom cnactuueckoii napanaernm-KoctHon |1 Cembs 166108 |ymcraennan orcranocts, Tn bupka-bapena 1 Cembn
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Ko/nn4yecrtso

ORPHAkopg 3a6onesaHue uau rpynna 3abonesaHui "
ceme#
166011 MHO)K?CTBeHHaﬂ anudusapHas aucnnasms, 1 Cembs
Tun BeittoHa
CMHApPOM ponaHAnYecKoW anunencum-
163727 napoucusmanbutiu p,uc-rouuu,v ) 1 Cembs
MHAYLUPOBAHHOW pU3UUECKOWN Harpy3Kou-
nucyero cnasma
163662 CnoHamnoanudusapHas gucnnasusa, TMn 1 Cembs
PuappaoHa
1551 lo6poKauecTBEHHbI cemeitHblit gepuumr 1 Cembs
meau
1527 KpaHuocuHoctos, Punagenbduitickmii Tun 1 Cemba
140922 TUTUH-accouMmpoBaHHan NOACHO- 1 Cembs
KOHEYHOCTHasA MblleyHas anctpodua R10
140481 IAYyTOCOMHO-A0MMUHAHTHOE 3ameasieHne 1 Cembs

CKOpOCTU HepBHOI NPOBOAMMOCTH
139512 |HeiiponaTtusa c HapyLeHuem cayxa 1 Cemba
CMHAPOM MUKPOTUU-KONO6OMBI rnasa-

139450 1 Cemba
Henep¢opUPOBAHHOrO HOCOCNAE3HOTO NPOTOKA
137776 /leTanbHblii CUHAPOM BPOXAEHHbIX 1 Cembs
KOHTPaKTYp TMN 2
1319 Kamnro6paxugaktunus 1 Cemba
1246 CuHapom 6pauxu,qa|(mnuu-ﬂucrarma- 1 Cembs
MO3)Xe4YKOBOW aTaKCcumn
1228 CuHppom baHKun 1 Cemba
1144 [ApTporpuno3o-noao6Has aHOMannA KUCTU- 1 Cembs
ceHCcoHeBpa/ibHasA rNyXoTbl
1122 CUHAPOM rMNONNA3UKN NOKTEBOMW KOCTHU- 1 Cembs
pacwienieHHbl CTonbl
101112 |CnuHouepebennspHan atakcua TMn 26 1 Cemba
101101 |bonesHb LLlapko-Mapu-Tyta Tun 2B2 1 Cemba
101009 [AyTOCOMHO-peLeccuBHan cnacTuyeckas 1 Cembs
napanaerua tun 29
101005 [AyTOCOMHO-peLeccuBHan cnacTuyeckas 1 Cembs
napanaerua tun 25
101004 [AyTOCOMHO-peLeccuBHan cnacTuyeckas 1 Cembs
napanaerua tun 24
100999 [AYyTOCOMHO-A,0MMHAHTHaA cnacTuyeckas 1 Cembs
napanaerua tun 19
100997 ﬁcuenneuuaa cnacTtuyeckas napannaerua Tmn 1 Cembs
100995 [AyTOCOMHO-peLeccuBHan cnactuyeckas 1 Cembs

napanaerua tun 14

"Omny0IMKOBaHHbIE JAHHBIC 0€3 YTOYHEHHsI OTHOCSTCS KO BCeMy MHpY. 3Be37j0uKa * yKa3bIBaeT Ha eBPONCHCKHE TaHHBIE.
BP ykaspiBaeT Ha pacrpoCcTpaHEHHOCTh MPU POXKICHHH"

Iokaszamenu pacnpocmpanennocmu u 3a601eeaemocmu no peokum oonesuam. Buonuozpaguuecxkue dannvie — aneapp 2022-
Homep 2
http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence of rare diseases by decreasing prevalence or ciayyau RU.pdf



http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prevalence_or_cases_RU.pdf

Y100l MOTYYHTh AOCTYIT K TIOJHBIM HA0OpaM SMHIEMHUOIOTHYeCKuX TaHHbIX Orphanet, mocerure caiit Orphadata
(www.orphadata.org).
ITo Bcem Bompocam M KOMMEHTApHsM, MTOKaIyicTa, ooparaiTech k Ham: contact.orphanet@inserm.fr

I'naBHbIM penakTop : AHa Pat - Penakrop otuera : Mou SImazaku - Texundeckas nojaepxka : Jlasun Jlaropc u Banepu
JlanHo
[TpaBunbHas opMa MpU NUTHPOBAHUHN JTaHHOTO JOKYMEHTA CIIEYIOIIas:
"TTokxazarenu pacpoCTpaHEHHOCTH U 3a00J€BaeMOCTH 0 peaAKkuM Oose3HsM. bubanorpaduueckre nanHble", cepus OTUETOB

Orphanet, xomiekiust peakux 3adosieBaHuid, sHBaph 2022,
Howmep 2 : 3aboneBanusi, mepeyncIeHHbIE 0 YOBIBAHUIO PACIIPOCTPAHEHHOCTH, 3a00JI€BAEMOCTH WIJIH KOJTMYECTBA
OMYOJIMKOBAHHBIX CITy4acB

Cozepxanue nqanHoii cepun nokiaanos Orphanet Report Series orpakaeTt TOUKY 3peHHs JHIIb aBTOpPa U SBIISETCSI
ero/ee UCKIIIOYUTEIILHOW OTBETCTBEHHOCTBIO; OHO HE MOKET paccMaTpUBaThCs Kak OTpakeHHe MHeHus1 EBponeiickoit
KOMHCCHH 1/1iH VICTIOTHUTEIBHOTO areHTCTBA 10 BOIIPOCaM MOTpeduTeNel, 3paBoOXpaHeHH s, CEIILCKOT0 X035 cTBa
U IIPOJIOBOJILCTBHS WJIK JI0OOTO Apyroro oprana EBponeiickoro coto3a. EBporneiickas komuccust 1 AreHTCTBO He
HECYT HUKAKOH OTBETCTBEHHOCTH 32 UCIOJIb30BaHKE COJICpIKAIIEHCs B Hel HHPOPMAIIUH.


http://www.orpha.net/orphacom/cahiers/docs/GB/Prevalence_of_rare_diseases_by_decreasing_prevalence_or_cases_RU.pdf

