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3a6oseBanue /rpynna no MKb-

CHHOHUMBI ¥ HA3BAHUS pPeaAKUX 0oJ1e3Heil, NPpUHATHIC B pyCCKOﬂi}LI'-lHOﬁ

Ho3oa0ornueckasn

KOpPbI HAATIOYCYHHKA

¢opma/rpynna |Karteropust Ko mo MKB-10
10 JUTepaType U CHPAaBOYHUKAX, BXOAALIHE B JAaHHYIO IPYIILY P .
one3Hel
Kannnao3 Koy U HOTTeH Xpounueckuit cim3uctbiit kauaumo3 (Jedbuuur CARDY, nedumur IL17F, rpymma Bore3nu Koy U TOIKOKHOK B37.2
nepunut IL17RA) KIIETYATKH
3UroMuKo3 3UroMHKO3, MYKOPMHKO3 rpymmna MuKko3sl B46.0-B46.9
3JI0Ka4eCTBEHHOE HacnencTBeHHBII HETTOJMITO3HBIA KOJOPEKTaIbHBIN pak (cuHApoM JInH4a) | Ho3ojorudeckas |HoBooOpazoBaHwus C18.9
HOBOOOpa3oBaHHue 00010THON dhopma
KHUIIKA HEyTOYHEHHOU
JIOKAJTU3AIHH.
3/10KaueCTBEHHOE Tumoma Ho3ousornyeckast |HoBooOpazoBanus C37
HOBOOOPa30BaHNE BUIOYKOBOM ¢dopma
KEJIe3BI
3/10KaYECTBEHHBIC CapKoMbI KOCTEil U CyCTaBHBIX XpSIIEeH KOHEYHOCTEH rpyrma HogrooOpa3zoBanust C40-41.9, C47-49.9
HOBOOOpPa30BaHUS KOCTEH 1
CYCTaBHBIX XpsIIeH KOHEYHOCTEH,
3JI0KAYCCTBEHHBIC
HOBOOOpPAa30BaHMS KOCTEH U
CYCTaBHBIX XpsILEeHd KOHEUHOCTEH
IPYTUX U HEYTOYHEHHBIX
JIOKanu3anui
Kapuunoma Mepxenst HeiiposnaokpuHHBIN pak KOXH, pak U3 KIeTok Mepkens HO30JIOTUYECKas |37I0KaYECTBEHHbIE C44
dhopma HOBOOOpPa30oBaHUs KOXKH
3JI0Ka4eCTBEHHOE Capkoma MATKHX TKaHel rpymma HosooOpazoBanus C49
HOBOOOpPAa30BaHME APYTUX THIIOB
COCTUHHUTENEHON U MATKHX
TKaHel
3J10KayeCcTBEHHOE 31m0KaYeCTBEHHOE HOBOOOpA30BaHKE CETYATKH. PeTrHOOMacTOMA. Ho3oJormyeckas |HoBooOpasoBaHus C69.2
HOBOOOPA30BaHKE TJIa3a U ero ¢dopma
MIPUAATOYHOTO alIapara,
CETYATKH
[TepBUYHBIE OITyXOJIH TOJIOBHOTO HO30JIOTHYECKasl |37I0Ka4eCTBEHHBIC C71.0-C71.9
Mo3ra dhopma HOBOOOPa30BaHUS TOJIOBHOTO
Mo3ra
3/10KaueCTBEHHOE MenynspHblil pak IUTOBUAHOM Kee3bl rpynmna HoBoobGpa3zoBauus C73
HOBOOOPA30BaHKE IIUTOBHIHON
KEJIe3BI
3JI0Ka4eCTBEHHOE 3/10Kka4eCTBEHHOE HOBOOOpa30BaHUE HAIOUYETHHKA, KOPBI HAATIOYSTHUKA Ho3osorndeckas |HoBooOpazoBaHus C74.0
HOBOOOpa30BaHNE HAATIOYCUHUKA, dhopma



https://minzdrav.gov.ru/documents/9609-dopolnennyy-perechen-redkih-orfannyh-zabolevaniy-ot-18-maya-2020-g

Jlumdpoma XopKKkrnHA Honynspusrii ckiiepos, CMenianHO-KIIeTOUHbIH BapuaHT, Jlumpounnnoe rpymmna HoBoobGpa3zoBauus C81(C81.1, C81.2, C81.3,
ucrouienue, Jpyrue popmbl mumpomsl XomKKHHA, TUMpOMa X0PKKUHA C81.7,C81.9)
HEyTOYHCHHAs
DouuKyspHas (HOLysipHas) | MenkokaeTouHas JuM(poMa ¢ paceIVICHHBIMHU SApaMH, (GOUTHKYIIIPHAS, rpymma HogrooOpa3zoBanust C82 (C82.0, C82.1, C82.2,
HEXODKKHHCKast TuMpoma CwMerranHasi, MEJIKOKJIETOYHAs TUM(OMa ¢ PacIICIVICHHBIMHA SAPAMH 1 C82.7,C82.9
kpynHokseroynas, KpynHoxnerounas mumdoma, domukynspHas, [Apyrue
THUIIB! (POJUTUKYIIAPHOM HEXOPKKUHCKOM TuMQpoMbl, PonukysipHas
HEXOJPKKUHCKas JIMM(oMa HeyTOUHEeHHas
JuddysHas HeX0MKKIUHCKas Menxokierounas (quddy3Has), MenkokieTouHast ¢ paclieIUICHHBIMU rpymmna HoBoobGpa3zoBauus C83 (C83.0-C83.9)
muMmdoma: snpamu (muddysHasn); CMenranaas MeJIKO- U KPYITHOKIIETOTHAs
(muddysnas); KpynHokmerounas (nuddysnas) peTukyigocapkoma,
Nmvmynobnactaas (muddysnas); JJumbodbnactaas (quddy3Has);
Henunddepennuposannas (auddysnas); numdoma bepkura, [[pyrue st
T dy3HBIX HEXOHKKHHCKHX JUMpoM; [nddy3Has HeXoPKKUHCKas
auM¢poMa HEYTOYHEHHAs
[Mepudepuueckne n xkoxusie T- | [puboBuIHbI MUK03, bonesns Cesapu, Jlumpoma T-30HH!, rpymmna HoBoobGpa3zoBauus C84 (C84.0- C84.5)
KJIETOYHBIC TUM(POMBI: JlumdosnmurenmonaHas mumpoma, Jlumboma Jlennepra, [Tepudepuueckas
T-xnerounas numdoma, JIpyrue HeyTouHeHHbIe T-KiIeTouHbIe JJUM(OMBI)
Jpyrue u HeyTouHeHHbIe THIB | JIumdocapkoma, B-kirerounas mumdoma HeyTouneHHas, Jpyrue rpymmna HogrooOpa3zoBanust C85 (C85.0, C85.1, C85.7,
HEXOJPKKUHCKOH JTMM(pOMBI: YTOYHEHHBIE THITBI HEXOPKKMHCKOM uMdombl, HexopkknHekas tumdoma C85.9)
HEYTOUHEHHas
Jpyrue Tunsl T/NK-kinerounoit  |Oxcrpanonanbhast NK/T-kierounas mumdoma nckiodas aibpa-oera u rpymmna HoBoobGpa3zoBauus C86 (C86.0-C86.6)
TUM(OMBI: raMMma-Jienbra Tunsbl, I 'enaro-nmenansHas T-kiaeroynas tuMdQoma UCKIrouas
anbda-0eTa ¥ raMMa-IeIbTa THIIBI, T-KJIeToYHas TUM(POMa KHIITKA TUTIA
SHTEPOIATHHU BKIFOYask T-KIETOYHYIO TUM(OMY, aCCOLHMUPOBAHHYIO C
sHTeponathe, [lanaukymmrononooHas T-kierounas muMdomMa moaKoKHOH
kneryatky, biaactHas NK-kinerounas mumpoma, Auruonmmynoobnactaas T-
KJIeTOYHas TMM(pOMa BKIIIOYAsi aHTHOMMMYHOOJIACTHYIO TMM(DaICHOTIATHIO C
mucnporennanemueit (AILD), ITepBuunsie koxuble CD30-11o3utnBHbIE T-
KIIETOYHBIC JTUMQOTIpouepaTHBHBIE 3a00JI€BaHUS BKITIOYAs
auMQaTOMIHBIN MaryJe3, IEPBHYHYI0 KOXKHYI0 aHAIUIaCTHYECKYIO
KPYTMHOKJIETOUHYIO JTUM(POMY, TIEpBHUHYI0 KokHYI0 CD30+
KpynHOKJIeTouHy10 T-kiieTounyto umdomy
3/10KaueCTBEHHBIE MakpornoOynunemus Banbaencrpema, bosie3Hp anbga-TsoKeNbIX Herne, rpymmna HoBoobGpa3zoBauus C88 (C88.0, C88.2, C88.3,
UMMYHOIIPOIH(epaTuBHbIE Boue3ns ramma-Tspkensix nenei, IMmyHonponudeparusHas 001e3Hb C88.4, C88.7, C88.9)
Oomne3Hu: TOHKOTO KHIIEYHHUKa, JIpyrue 3710KauecTBEeHHbIE HMMYHOIPOIH(epaTHBHBIE
Oone3nu, 370KkauecTBEHHBIE UMMYHOIIPOJIU(EpaTHBHBIC 00JIC3HH
HEyTOYHCHHBIE
MHOXeCTBEHHAss MUCIIOMA U MHoXecTBeHHast MUesIoMa, 111a3MOKIIETOYHBIH JIe#Ko3, ITnasmMonuroma rpymmna HogrooOpa3zoBanust C90 (C90.0- C90.2)
3JI0KQ4ECTBEHHBIC JKCTpaMeayIuIpHas
IUIa3MOKJIETOYHBIC
HOBOOOpa30BaHUsl:
JIumbounaHsIi TeHK03 Octpsrii TuMp0oOIaCTHBIH JIeHK03, [TIpouMQpOTuTapHBII JCHKO3, rpymmna HogrooOpa3zoBanust C91 (C91.0, C91.3, C91.7,
(M oteiiko3): TNEHKEMUYIECKUHN PETUKYIIOOHIOTENNO03, JIpyroi yToOUHEeHHBIH JIUM(OUTHBIH C91.9)
neiiko3, JInmbouaHbIN Ielk03 HeYyTOYHEHHBIH
MuenouIHbIH JCHKO3 OCTPBII MuenouIHbIHN JICHKO3 OCTPBIT rpymmna HorooOpa3oBanust C92.0
MuenouaHslil neko3 MuenounaHslii neiiko3 xpounuyecknit BCR/ABL - no3utnBHbII rpymmna HoBoobGpa3zoBauus Co2.1

XPOHUYECKUI




[Monoctpsrit MuenounHslii neiiko3 ([Togoctpsrit MuenonnHslii nelikos BCR/ABL - nerarusubiii Hozosorndeckasi (HoBooOpazoBanus C92.2
¢dopma
MuenouHas capkoma, XjJopoma, |MuenougHas capkoma, XJI0poMa, rpaHyJIoHUTapHas capkoMa rpyIma HoBoobpa3zoBauus C92.3
rpaHyJIOLUTapHas capkoMa
OcTpslif IpOMUETOLUTAPHBII OcTphlil NPOMUETOLUTAPHBIN JTeHK03 Hozosornveckasi (HoBooOpazoBanus Co24
JeHKO3 ¢dopma
Octpblif MEeTOMOHOIMTApHBIH  |OCTPBIH MHETIOMOHOIIUTAPHBIHN JEHKO3 Hozonorndeckass (HoBooOpasoBanus C92.5
JeHKO3 ¢dopma
Jpyrue MuenounHsle IeHko3sl  |J[pyrue MUeIOUIHBIE JTEHKO3BI Hozonorndeckass (HoBooOpasoBanus C92.7
¢dopma
MuenouaHbIH JeHKO3 MueouHbIH JIeHK03 HEYTOUHEHHBII rpymmna HogrooOpa3zoBanust C92.9
HEYTOYHEHHBIN
MoHouuTapHbI# J1eHK03 OcTpalit MOHOLUTAPHBIH JIEHKO03, XPOHHUECKUI MUEIIOMOHOLUTAPHBII rpymmna HoBoobGpa3zoBauus C93 (C93.0, C93.1, C93.3,
neiixo3, KOBeHMIbHBIN MUEIOMOHOLUTAPHBIN Jeliko3, [dpyroii C93.7, C93.9)
MOHOILIMTApHBIN Jeliko3, MoHOIMTapHBIH 1eHK03 HEYTOUHEHHBII
Jpyroii neiiko3 yTOUHEHHOTO OcTpslit 3puTpouaHbIil neiiko3, TydHokneTouHblH neiiko3, OcTphlit rpymmna HoBoobGpa3zoBauus C94 (C94.0, C94.3, C94.4,
KJIETOYHOTO THIIA: maHMueIoeiiko3, OcTpelil maHMueno3 ¢ muenopudpozom, pyroi C94.7)
YTOYHEHHBIN JIEHKO3
OcTpblii MeTaKapUOIMTAPHBIN OcTpbIit MeTaKapuOIMTAPHBIN (MeTakapruoOIaCTHBIN) KO3 Ho3osorndeckas |HoBooOpa3zoBaHus C94.2
(Merakapuo0IacTHBII) JIeHKO3 dopma
Jle#ixo3 HEyTOUHEHHOTO OcTpblii J1elik03 HEYyTOUHEHHOI0 KIETOYHOT0 TUIa, XPOHUUECKUH Neiko3 rpymmna HoBoobGpa3zoBauus C95 (C95.0, C95.1, C95.7,
KJIETOYHOT'O THIIA: HEYTOYHEHHOT'0 KJIETOYHOTo Tuna, JIpyroi n1eko3 Hey TOYHEHHOTO C95.9)
KJIETOUHOrO TUna. JIeiiko3 HeyTOUHEHHbIH
Jpyrve v HeyTOYHEHHBIC Bosnesns Jlerrepepa-CriBe, HEUIMIHBINA PETHUKYIOIHIOTEINO3, PETHKYIIE3, rpymmna Hogroobpa3zoBanust C96 (C96.0, C96.1, C96.2,
3JI0Ka4€CTBEHHBIE 3/10Ka4eCTBEHHBIN THCTHOLMTO3, 3II0KAYECTBCHHAS TYYHOKICTOYHAS C96.3, C96.7, C96.9)
HOBOOOpa30BaHUs TUM(OUIHOH, |omyxomb, McTuHHAs rucTrnonnTapHas auMdoma, [Ipyrue yrouHeHHbIE
KPOBETBOPHOM M POJICTBEHHBIX  [3JI0KAUE€CTBEHHbIE HOBOOOpa3oBaHUe JIMM(POUIHON, KPOBETBOPHOU H
UM TKaHEeu: POICTBEHHBIX UM TKaHEH, 3710Ka4eCTBEHHOE HOBOOOpa3oBaHue
MM (OUIHON, KPOBETBOPHON M POJICTBEHHBIX MM TKaHEH HEYTOUYHEHHOE.
Jlo6pokauecTBeHHOE CeMeliHbIH a1eHOMATO3HBIH TOJINII03 KUIICYHUKA Hozosorndeckasi (HoBooOpazoBanus D12.6
HOBOOOpa3oBaHue 00010THOMN dhopma
KHUIIKY, TpsiMoit kutukd, [Tonumnos
(BpOXIEHHBIN) 00010THON
KUIIKH
I'emanrnoma u mumdanrunoma [Taparanrimoma, OOmmpHast 1uMpaHruoma rpymmna HoBoobGpa3zoBauus D18
J1I0001 JTOKaIM3auu
[Mopaxenue 6osiee yeM ogHON CunzapoM MHOXXECTBEHHBIX 3HJOKPUHHBIX HeoIU1a3uil Tum 1 u 2 rpynmna HoBoobGpa3zoBauus D44.8
SHIOKPUHHOM JKeJIe3bl.
MHOXeCTBEHHBIN YHAOKPUHHBIHN
aJIcHOMATOo3
Vctunas nonuuureMust HctuHas nonuuuremMus Hozosorndeckasi (HoBooOpazoBanus D45
¢dopma
MuenoaucniaacTu4eckue rpymmna HoBoobGpa3zoBauus D46(D46.0, D46.1, D46.2,
cunapomsr (MIC) D46.4, D46.5, D46.6, D46.7,
D46.9)
Muenohubpo3 nmepBUIHBII Muenodudpo3 nmepBUIHBIH rpynmna HoBooOpa3zoBanus D47.1




DcceHnuaibHas OccennuanbHas (reMopparayeckas) TpOMOOLMTEMUS], HANOTIATHYECKast rpyrmma HorooOpa3oBanus D47.3
(remopparudeckas) reMopparuieckasi JpoMOOIeTeMHsI.
TPOMOOITUTEMUSL.
Buramun-B12-nedurmrHas Nmepcnynna-I'pacoexa Cuuapom (MeraniodJacTHas aHEMHUS B PE3YJIbTaTe rpymnmna Bbone3nu kposw, D51.1
aHeMUsl BCIIECIICTBUE CeJIEKTUBHON ManbabcopOinu BuTamuaa B12) KPOBETBOPHBIX OPTaHOB U
n30MpaTETHHOTO HAPYIIICHHUS OTJeNbHBIC HAPYIICHNUS,
BcacbIBaHUs BUTamuHa B12 ¢ BOBJICKAIOLI1E UMMYHHBIH
POTEHHYPHEH. MEXaHU3M
AHemusl BCIEICTBUE AHeMusl BCIIEJCTBUE HEJJOCTATOYHOCTH IITI0K030-6-ocdaTnerunporenassr rpymmna Bonesnu xposy, D55 (D55.0, D55.1, D55.2,
(hepMEHTHBIX HapYIICHHIA: [[-6-D[1], AHemust BCIEACTBHE AP. HAPYIICHHH TIIyTATHOHOBOI'O OOMEHA, KPOBETBOPHBIX OPTaHOB U D55.3, D55.8, D55.9)
AHemus BCIEICTBHE HAPYIICHUH TIMKOJIUTHISCKAX (hepMeHTOB, AHEMUS OTJeNbHBIC HAPYIICHNUS,
BCJICJICTBHE HapyIICHUH MeTa00IM3Ma HyKJICOTHIOB, JIP. aHEMUH BOBJICKAIOIINE UMMYHHBII
BCJIC/ICTBHE ()EPMEHTHBIX HapyLICHUH, AHEMHUs BCIeICTBUE (pepMEHTHOTO MEXaHNU3M
HApYIICHHS HCYTOYHCHHAS
Tanaccemun Anbda-tanaccemusi, bera-ranaccemus, [lenbra-6era-tanaccemus, rpymnmna Bonesnu kposu, D56(D56.0, D56.1, D56.2,
HacneacteenHoe nepcuctupoBanue GperanpHoro remornooduna [HIIDI'], dp. KPOBETBOPHBIX OPraHOB U D56.4, D56.8, D56.9)
TanacceMud, TanaccemMust HEyTOUHEHHAs OTJeNbHBIC HAPYIICHNUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M
CepnoBUAHO-KIETOYHbIE : CepnoBUAHO-KJIETOYHAs aHEMHUS C Kpu3oM, CeprnoBUIHO-KIETOUHAs rpymmna Bonesnu xposy, D57(D57.0, D57.1, D57.2,
HapyIIeHUs aHeMmust 6e3 Kpu3a, J|BOiHbIE reTepO3UTOTHBIE CEPIIOBHIAHO-KIETOYHbIE KPOBETBOPHBIX OPraHOB U D57.3, D57.8)
HapyuieHus, HocutenbcTBO Npu3Haka ceprnoBUIHO-KIeTouyHOCTH, [Ip. OT/EJIbHBIC HAPYILCHHUS,
CEpITOBUIHO-KIETOYHBIE HAPYIIICHHUS BOBJICKAIOIINE UMMYHHBII
MEXaHU3M
AHEMHH HaACIIEICTBEHHbIE HacneactBeHHbIit ¢hepoIiuTo3, HACIECACTBEHHBIN JUTHIITOIIUTO3, IP. rpymmna Bose3nu kpoBw, D58 (D58.0, D58.1, D58.8,
TEeMOJINTHYECKUE JPYTHE YTOYHEHHBIE HACIIECTBEHHBIC TEMOJIMTHICCKIE aHEMUH, HAaCJIeACTBEHHAS KPOBETBOPHBIX OPTaHOB H D58.9)
reMOJIUTUYECKast aHEMUsI HEYy TOYHEHHAs OTJICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M
Jlpyrue reMoriao0uHOIATHN OeTa TamacceMuH, CBS3aHHBIC C IPYTHMH aHOMAJIUSIMHU TeMOTJIO0nHA rpymnmna Bbonesnu kposw, D58.2
KPOBETBOPHBIX OPTaHOB H
OTJeNbHBIC HAPYIICHNUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M
[TpnoGperennas remosnmTryeckas |MequKkaMeHTO3Hasi ay TOMMMYHHasl TeMoJIMTH4eckas anemust, Jlp. rpymmna Bonesnu xposy, D59 (D59.0, D59.1, D59.2,
aHeMHus: ayTOMMMYHHBIE T€éMOJIMTUYECKIE aHEMUH, MeIMKaMeHTO3Hast KPOBETBOPHBIX OPraHOB U D59.3, D59.4, D59.6, D59.8,
HeayTOMMMYHHas TeMOJIUTHIecKas aneMus, [Ip. HeayTOMMMYyHHEIE OTJeNbHBIC HAPYIICHNUS, D59.9)
TEeMOJINTHYECKUE aHEMUH, | eMOTIIOONHYpHSI BCIEICTBHE TEMOJTH3a, BOBJICKAIOIINE UMMYHHBII
BBI3BAHHOTO JIP. BHEITHUMH TPUIHHAMH, T€MOIUTHKO-YPEMIIECKHUHA MEXaHU3M
CHHJIPOM, BBI3BaHHBIN SHTeporemopparuueckoii E.coli, Bone3ns (cuampom)
XOJIOIOBOH arriroTuHanuy, J{p. nproOpeTeHHbIe TeMOIMTHYECKIE aHEMHH,
[IpuoOpeTeHHast reMoJIMTHYECKasi aHeMHUsl HEYTOYHEHHast
ATHUNWYHBINA TEMOJIUTUKO- ATHTIHIHBIN TEMOJIUTUKO-YPEMUIECKIH CUHIPOM rpymnma Bonesnn xkposw, D59.3

YPEMUYECKUN CHHAPOM

KPOBETBOPHBIX OPTaHOB H
OTJeNbHBIC HAPYIICHNUS,
BOBJICKAIOIINE UMMYHHBIH
MEXaHU3M




IMapokcusmanbHas HOUHAS IMapokcusmanbHasi HO4Has reMorioOuHypust [ Mapkuadapbi-Mukew | HO30JI0THYecKas |boyie3Hu KpoBH, D59.5
remoriobunypust [Mapkuadabi- ¢dopma KPOBETBOPHBIX OPraHOB H
Muxkesu] OT/CJIbHBIC HAPYILICHNUS,
BOBJICKAIOLINE MMMYHHBIH
MeXaHU3M
IIpuoOpeTeHHast YucTas XpoHHUYEeCKasi MPHOOPETEHHAS YUCTask KPACHOKJICTOYHAS AIlIa3us, rpymmna Bose3nu KpoBw, D60 (D60.0, D60.1, D60.8,
KPaCHOKJICTOYHAsI aIlIa3us Ipexonsias npuoOpETCHHAS YHCTasi KpAaCHOKJIeTOUHAas ariasus, Jlp. KPOBETBOPHBIX OPTraHOB U D60.9)
[>puTpobnacronenus]: nproOpeTEeHHBIC YUCThIC KPACHOKJICTOYHbIE aria3ud, [[ppuoOpereHHas OT/IeJIbHBIC HAPYILICHUS,
YHUCTask KPACHOKIICTOYHAS aIlla3usl HEYyTOYHECHHAs BOBJICKAOIINE MMMYHHBIH
MeXaHU3M
Jpyrue amiactTudeckue aHeMun: | MequKaMeHTO3Has alulacTHYecKasi aHeMusi, ATiacTuueckas aHeMus, rpymmna Bose3nu kpoBw, D61 (D61.1, D61.2, D61.3,
BbI3BaHHAsI JIp. BHELUIHUMHM areHTtamu, M quonaTuyeckas aracTuiecKkas KPOBETBOPHBIX OPTraHOB U D61.8)
aHemus, J[p. yTOUHCHHBIC aIUTACTHYCCKUE aHCMUU OTJICNIbHBIC HAPYIICHUS,
BOBJICKAIOIINE MMMYHHBIH
MEXaHU3M
KonctutynuonansHas Annasust (4ucTas) KpaCHOKJIETOYHAs: rpymmna Bonesnu xposy, D61.0
arnacTUuecKas aHeMHUsL. . BpOXK/ICHHAsI KPOBETBOPHBIX OPTraHOB U
. AeTCKast OT/EJIbHBIC HAPYILICHNUS,
. IepBUYHAS BOBJICKAIOLINE MMMYHHBIH
Cunnpom brekdpena-laitemonna (Anemus [laiimonna-brnexdena). MEXaHU3M
Cewmeiinas runoruiactuyeckas anemusi. Anemus ®@ankonu. [lannuTtonenus ¢
MOPOKAMHU Pa3BUTHUS
ATutacTHYEeCKask aHEMHUSI rpymmna Bose3nu kpoBw, D61.9
HEYTOYHECHHAsI KPOBETBOPHBIX OPTraHOB U
OT/EJIbHBIC HAPYILICHNUS,
BOBJICKAIOIINE MMMYHHBIH
MEXaHU3M
Hpyrue anemuu: Bropudnas cunepo0iacTHast aHeMHs B CBS3H € Ap. 3a00JICBaHUSIMH, rpymmna Bonesnu xposy, D64 (D64.1, D64.2, D64.8,
BropuuHnas cunepo0iaacTHas aHEeMUsl, BRI3BaHHAS JICKAPCTBBCHHBIMU TIpEIap. KPOBETBOPHBIX OPTraHOB U D64.9)
Wi TokcuHamu, Jlp. aHeMun. AHEMHsI HEy TOUYHEHHASI. OT/EJIbHBIC HAPYILICHNUS,
BOBJICKAIOLINE UMMYHHBIH
MeXaHU3M
AHewmusl HacJIeICTBEHHAs AHemus HaClieICTBEHHasl cuiepooiacTHas B6-3aBucumast HO30JI0THYecKas |bolie3Hu KpoBH, D64.0
cuzepobnactHas B6-3aBucumast ¢dopma KPOBETBOPHBIX OPTaHOB U
OTJICIIbHBIC HAPYIICHUS,
BOBJICKAIOLINE UMMYHHBIH
MeXaHU3M
Anemus HacJeCTBEHHAs AHeMUs HacJIe[ICTBEHHAs cunepodnactHas B6-ne3aBucumas Ho30JI0oTHYecKas |boyie3Hn KpoBw, D64.3
cunepobiacTHas B6-nezaBucumast dhopma KPOBETBOPHBIX OPTAaHOB U
OTJICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE MMMYHHBIH
MEXaHU3M
AHeMus BpoKICHHAS AHeMUs BpOXKICHHAS TU3IPUTPOIIOITHIECKAS rpymnmna Bbonesnu kposw, D64.4

JIU33PHUTPONIOITHYECKAS

KPOBETBOPHBIX OPTaHOB H
OTJeNbHBIC HAPYIICHNUS,
BOBJICKAIOIINE UMMYHHBIH
MEXaHU3M




Hapyienust cBepThIBAEMOCTH,
HACJICJICTBCHHBIH JeQUIUAT
¢dakropa VIII, remodpumus A

HaciencTBeHHbIN neuuut daxropa VI, remodumms A

HO30JI0THYeCcKast
¢dopma

Bbonesnu kposu,
KPOBETBOPHBIX OPraHOB H
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXAaHN3M

D66

Hapy1enus cBepThIBAEMOCTH,
HacJIeCTBEHHBIN 1e(UINT
¢axropa IX, remouius B

HacJenCcTBeHHBIN Aedumt dakropa I1X, remopunus B

HO30JIOTUYECKast
¢dopma

Bonesnn xkposw,
KPOBETBOPHBIX OPIaHOB U
OTIebHbIE HAPYILICHUS,
BOBJICKAIOLI1E UMMYHHBIN
MEXaHU3M

D67

Bonesns Bumiebpanna

Bbonesns Bunebpanna

HO30JI0THYeCKast
dhopma

Bonesnn xkposw,
KPOBETBOPHBIX OPTaHOB U
OTIebHbIE HAPYILICHUS,
BOBJICKAIOUIME UMMYHHBIH
MEXaHH3M

D68.0

Hacnencteennsiit nedummr
¢dakropa XI

Hacnencteennsiit nedpunmr pakropa XI

HO30JIOTHYeCKast
dhopma

Bonesnu kposu,
KPOBETBOPHBIX OPTaHOB M
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M

D68.1

Hacrencteennsiit nedummr
Ipyrux (pakTopoB cCBEpPTHIBAHUS

Bpoxnennas apudbpunorenemus, neguuut AC rinoOynuHa, qeQuuuT
npoakuenupuna. lepunur dpaxropos:1(pudpunoren), I(nmporpom6bun),
V (na6unsaoro), VII(npokouseprun), X(Crroapra-Ilpayspa),
XII(Xaremana), XIII(hpubpun-cTabunm3upyromniero). BpoxxaenHas
nmuchudpuHoreHemMus. boresap OBpeHa.

rpyrmma

Bonesnu kposu,
KPOBETBOPHBIX OPTaHOB U
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXAaHN3M

D68.2

Jpyrue yTouYHeHHBIC HAPYIICHUS
CBEPTHIBAEMOCTH

Hpyrue HapymeHus cBepThiBaeMocTH. Jledunut BpoxxneHHbIH
antutpoMObuHa I11

rpymma

Bonesnn xposw,
KPOBETBOPHBIX OPIaHOB U
OTIebHbIE HAPYILICHUS,
BOBJICKAIOUIME UMMYHHBIN
MEXaHU3M

D68.8

Ilypnypa u npyrue
reMOpPaprHYeCKHe COCTOSHUS:

Aneprudeckas mypiypa, KagectBennslie nehekts TpoMO01uToB, Jp.
HeTpoMOoLTONIeHHYecKas mypIypa, Jp. nepBuuHbIe TPOMOOLMTOIICHHH,
Bropuunas TpombonuToneHus, TpomOonuToneHus HeyTouHeHHas, [p.
YTOYHEHHBIC TeMOPPArnIecKue CoCTosIHUS, [ eMoppapruieckoe CoCTOsSTHIE
HCYTOYHEHHOE

rpymma

Bonesnn xkposw,
KPOBETBOPHBIX OPTaHOB U
OTIebHbIE HAPYILICHUS,
BOBJICKAIOUIME UMMYHHBIN
MEXaHH3M

D69 (D69.0, D69.2, D69.4,
D69.5, , D69.9)

KauectBeHHbIC Ne()eKTHI
TPOMOOITUTOB.

Bepnapa-Cynse Cunapom, Cepbix TpomboruroB Cunnpom, Tpomboactenus
I'mannmana (Tpombactenust ['issanManna—Herenn, HeTOCTaTOYHOCTh
rimkornpotenHoB [Ib— Illa TpomMOoMTOR)

HO30JI0THYeCKast
dhopma

Bbonesnu kposu,
KPOBETBOPHBIX OPraHOB U
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M

D69.1

Wnnonarnyeckas
TpoMOOLITONIEHNYECKas! ITypIypa

WnnonaTtnyeckas TpoMOOIMTONIEHUYECKAs ITypIypa

rpyrmma

Bbonesnu kposu,
KPOBETBOPHBIX OPTaHOB U
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXAaHN3M

D69.3

TpomOonmTOTICHHS
HCYTOYHCHHAS

TpomOonuTONICHUS HEYTOYHEHHAS

HO30JIOTUYECKast
¢dopma

Bonesnn xkposw,
KPOBETBOPHBIX OPIaHOB U
OTJIeJIbHbIE HAPYILICHUS,

D69.6




BOBJICKAKOIIMEC HMMyHHLIﬁ
MCXaHHU3M

Jlpyrue yTo4HeHHBIE Cocynucras ncesnoremodunsi. BpoxxaeHHast TOMKOCTh KalMJLUISIPOB. rpyrmma Boune3nu kposw, D69.8
TeMOPPArndecKre COCTOSIHUSL. KPOBETBOPHBIX OPTaHOB U
OTZAEJbHBIC HAPYILICHNUS,
BOBJICKAIOIINE IMMYHHBIH
MEXaHU3M
ArpaHynonuTos Jetckuit reneTnyeckuii arpanynonuros.Helitponenus BpoxaeHHas, rpynmna Bonesnu xposy, D70.0
TSDKEJIasi BpOXKJICHHas! HelTponeHus, cuaapom Koctmana, nukinmngeckas KPOBETBOPHBIX OPraHOB U
HEWTPOIIEHMS, IEKAPCTBECHHAS, [IEPUOANIECKAs], TOKCHUYECKas U p. OTZAEJbHBIC HAPYILICHNUS,
BOBJICKAIOIINE IMMYHHBIH
MEXaHNU3M
Jpyrue HapyIieHus OebIx I'eHEeTHYECKHE aHOMAJIMHU JICHKOIMTOB, D03uHOG MmN, JIp. yTOUHCHHBIE rpymmna Bose3nu KpoBw, D72 (D72.0, D72.1, D72.8,
KPOBSIHBIX KJICTOK : HapylIeHHs OeNbIX KPOBSHBIX KJIETOK, Hapyiienne GenbIx KpOBSHBIX KICTOK KPOBETBOPHBIX OPraHOB U D72.9)
HEYTOYHEHHOE OT/EJIbHBIC HAPYILICHHUS,
BOBJICKAIOLINE MMMYHHBIH
MEXaHNU3M
MeTreMorioOMHeMus: BpoxknennHas metremorioouHemust, JIp. MeTreMorioOnHeMuH, rpymnmna Bbonesnu kposw, D74 (D74.0, D74.8, D74.9)
MertremornoOnHEMHs HEYTOUHEHHAS KPOBETBOPHBIX OPTaHOB U
OT/EJIbHBIC HAPYILICHHUS,
BOBJICKAIOLINE MMMYHHBIH
MEXaHU3M
Jpyrue 6one3Hn KpoBH U Cemeiinblil sputponuros3, Bropuynas noaunuremus, JIp. yTouHeHHbIE rpymmna Bonesnu xposy, D75 (D75.0, D75.1, D75.8,
KPOBETBOPHBIX OPTaHOB: 60J1e3HN KPOBH 1 KPOBETBOPHBIX OPraHOB, bone3Hb KPOBU M KPOBETBOPHBIX KPOBETBOPHBIX OPTaHOB U D75.9)
OpTaHOB HEYTOYHEHHAs OTZAEJbHBIC HAPYILICHNUS,
BOBJICKAIOIINE IMMYHHBIH
MEXaHU3M
Otx. 6ose3ny, nporekaromue ¢ (['emodarounrapHslii CHHIPOM, CBSI3aHHBIH ¢ HHpekuuei, Jp. rpymmna Bonesnu xposy, D76 (D76.2, D76.3)
BOBJICYCHUEM THCTHOLIMUTO3HBIC CHHIPOMBI, CEMEIHBIN reModaronurapHbIi KPOBETBOPHBIX OPraHOB U
TMM(OPETUKYIAPHON TKAHU U MM OTHCTHOLINTO3 OTZAEJbHBIC HAPYILICHNUS,
PETUKYIOTUCTHOLUTAPHON BOBJICKAIOIINE IMMYHHBIH
CHCTEMBL: MEXaHNU3M
I'ucTHOUTO3 U3 KIIETOK T'uctronuTo3 X (XpOHUYECKU) Ho30JIoTHYecKas |boyie3Hn KpoBw, D76.0
Jlanreprauca, He ¢dopma KPOBETBOPHBIX OPraHOB U
KJIacCU(pUIIMPOBAHHBIN B IPYTUX OT/EJIbHBIC HAPYILCHHUS,
pyOpHKax. BOBJICKAIOLINE MMMYHHBIH
MEXaHNU3M
I'emodaromurapHbIit X-CIETUICHHBIN TeMOo(arouTapHbIi TUMQPOTUCTHOIUTO3 CEMEHHBIH Ho30JIoTHYecKas |boyie3Hn KpoBw, D76.1
JTUM(POTUCTHOIINTO3. (6one3ns dynkana, cuaapom ITypTuiiso) dhopma KPOBETBOPHBIX OPTaHOB U
OT/EJIbHBIC HAPYILCHHUS,
BOBJICKAIOLINE MMMYHHBIH
MEXaHU3M
Jpyrue rucTuonuTo3HbIE Pozau-Jloppmana Cunapom (THCTHOLIMTO3 C MACCHUBHON rpymmna Bonesnu xposy, D76.3

CHH/IPOMBI.

muMmdoaneHonaTuei)

KPOBETBOPHBIX OPTaHOB H
OTJeNbHBIC HAPYIICHNUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M




NmmyHomeduunTh! ¢
IIPEUMYIECTBEHHOU
HEJIOCTATOYHOCTBIO AaHTHTEI

HacneactBeHHas THIIOraMMarioOy IHHEMHS

Hecemeiinas runoraMMario0yanHEeMUs

JeduuT TsoKenenoi Mio-1ernu

JlamOna 5 nepuut

Ig anpda nedummr

Ig 6era nepunut

BLNK nedwurur

Tumoma ¢ UMMYHOIEPHUITUTOM

Muenoauciuiasusi ¢ THIOraMMario0yInHeMUeH

NMMyHOIEDUITNT C MTOBBIIEHHBIM COIEPKaHEM HMMYHOTIIOOyimHa M
[lgM]

Hedunur CD40L

Hedunur CD40

Hedunur UNG

NMMyHOIEDHITUT ¢ MPEUMYIIIECTBEHHBIM Ae(PEKTOM aHTUTENI HEYTOYHCHHBIN

rpyrmma

Bbonesnu kposu,
KPOBETBOPHBIX OPraHOB H
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXAaHN3M

D80 (D80.0, D80.1, D80.5,
D80.8, D80.9)

KoMOuaMpoBaHHBIE
AMMYHOIEDUITUTHI

TsoxensIii KOMOMHUPOBAHHBI MMMYHOJEPUITUT C PETHKYJIISIPHBIM
JUCTeHE30M, TspKenbli KOMOMHUPOBAHHBIH IMMYHOAC(DUIAT ¢ HU3KUM
conepxxanneM T- u B- xnetok, epurur RAG1/RAG2, lepumur JTHK
npoteunkuHa3, Cuagpom Omens, Jedunur JHK nuraser 4, leduur
Cernunnos/NHEJ1, Jlepuur aneno3unae3amunassl, Jedunut
nypuHHyKIeo3uadocopunaszsl, Tsoxenpii KOMOMHHUPOBAHHBIN
UMMYHOJAE(GHUINT C HU3KAM HIIH HOPMAaJIBHBIM COJepKaHneM B-kieTok,
JeduuT o01mel raMMa 1enu

Hedumut JAK3, dedunur IL7R ansda, dedumur CD45 anwvda, Jeduut
CD3 curma/ CD3 sncunon/CD3 n3era, Heduunt Coronin A, depuuut
MOJICKYJ KJiacca | r1aBHOTo KOMIUIEKCa TUCTOCOBMECTUMOCTH, Jledurmr
MoJekyn kiacca Il rmaBHOro Komimiekca rucrocoBMectumoctd, Jleduut
CD3 ramma

Hedumur CDS, Hedumur ZAP70, Hepumur ORAI-I, Jepumur STIM-1,
Hedumut Winged helix (Nude), Jleburut STAT 5b, edumur ITK,
Hedumur MAGT1, KomOuHrpoBaHHBII HIMMYHOAC(HUINT HEYTOYHEHHBIH,
Heduuut IKAROS

rpymma

Bonesnn xkposw,
KPOBETBOPHBIX OPTAaHOB U
OTIebHBIE HAPYIIICHWS,
BOBJICKAIOUIME UMMYHHBIN
MEXaHH3M

D81 (D81.0-D81.9)

HNmmyHOEhHULINTEI, CBSI3aHHBIE C

JPYTUMH 3HAYUTEIbHBIMA
nehexkraMu

Cungpom Buckorra-Ongpuya

Cungpom (Tspxensie hopmbl) u J[xopmku

HMmmyHOAE(DHUINT ¢ KAPIUKOBOCTBIO 33 CUET KOPOTKUX KOHEUHOCTEH
VmmyHOzAE(hUINT BCIEACTBIE HACIEACTBEHHOTO 1€()EKTa, BEI3BAHHOTO
BUpycoM OnmreiHa-bapp

XLP1-nepumur SH2D1A

XLP2-nepunur XIAP

Cungpom ranepummyHorinodymmHa E [IgE]

Hedumut STAT3

Hedpumutr DOCKS

Hedbumur TYK2, Atakcus-teneanrakrasus nogooHoe 3abonesanue (ATLD)
Cunznpom Huiimeren

Cungpom bayma

rpyrmma

Bbonesnu kposu,
KPOBETBOPHBIX OPTaHOB M
OTICIIbHBIC HAPYIICHUS,
BOBJICKAIOIINE UMMYHHBII
MEXaHU3M

D82 (D82.0-D82.9)

OOmnii BapnadenbHbIi
AMMYHOIEUTTAT

OOmuii BaprabenbHbI UMMYHOASDHULIUT ¢ IPeoOIa aouMu
OTKJIOHEHUSIMH B KOJIMYEeCTBE U (DYHKIIMOHAIBHOH aKTHBHOCTH B-KieTok,
001l BapradeIbHbI HIMMYHOIS(HUITUT ¢ ayToaHTUTeNIaMu K B- nm T-

rpyrmma

Bbonesnu kposu,
KPOBETBOPHBIX OPraHOB U
OTICIIbHBIC HAPYIICHUS,

D83 (D83.0, D83.1, D83.8,
D83.9)




kierkam, Jepunur CD19, Jepuuur BAFF, Jebuunr CD20, dedpuunt
CD81, Heduuur TACI, obmuit BaprabenpHbIH IMMYHOACHUITUT C
npeobyiajaHueM HapyIIeHUH IMMYHOPETYIATOpHBIX T-kieTok; Jedhunut
ICOS, Hdpyrue oburue Baprabensabie MMMyHOAeGHUUThI. IMMyHOMEDUITAT
HEYTOYHEHHBIH.

BOBJICKAKOIIMEC HMMyHHLIﬁ
MCXaHU3M

Jpyrie uMMyHOIepUIIUTBI AyTOCOMHO-pEIECCUBHAs XpOHHYECKast IPaHyIeMaTo3Hast 001e3Hb, X- rpymmna Bose3nu KpoBw, D84 (D84.0, D84.9)
CLIETUICHHAS! XPOHUYECKasl TpaHyJieMaTo3Has 00se3Hb, 1eeKT KPOBETBOPHBIX OPraHOB U
(dyHkpoHaIpHOTO anTHrena- 1 mumponuros [LFA-1], , Tsokenas OT/EJIbHBIE HAPYILECHHUS,
BpoxxaenHas HelTponenus (neduuur ELANE), Tsokenas BpoxieHHas BOBJICKAIOIINE UMMYHHBII
uHeritponenus (nepurut GFI 1), Tsokenas BpoKaeHHAS HEHTPOTICHUS MEXaHU3M
(mepummtr HAX1), [lIBaxmana-/latimoria CuHApOM, AyTOMMMYHHBIHA
noJurIanayasspubii cuaapoM tan 1 (APS-1) nedunmr APECED, camkenue
¢ynkuu STAT1, X-cuensennas aramMMario0yauaemus. IMmynoneduuur
HEYTOYHEHHBIH.
Jedexr B cucreme kommuiemenTa |neduuur C1 unruburopa screpassl [C1-INH] (HacnencTBeHHBIN rpymmna Bonesnu xposy, D84.1
AQHTMOHEBPOTUYCCKHI OTEK) KPOBETBOPHBIX OPTaHOB U
OTZAEJbHBIC HAPYILICHNUS,
BOBJICKAIOIINE IMMYHHBIH
MEXaHU3M
Jpyrue yrouHeHHbIE Hedunut anrezuu neiikonutos 2 (LAD2) rpymnmna Bbonesnu kposu, D84.8
nMMyHoehHIUTHBIE HapyleHus |deduunt agresun neiikonuros 3 (LAD3) KPOBETBOPHBIX OPI'aHOB U
AyTtonmmyHHBIH TuMdonponudeparusublil cuaapom (AJIIIC) OTJE/bHbIE HAPYILEHUS,
AJITIC (i) nepuut FAS BOBJICKAIONINE HMMYHHBIH
AJITIC (i) nepumut FASL MEXaHU3M
AJITIC (iii) nedpumur CASP10
AJITIC (iv) nedunur Caspase 8
AJITIC (v) nedexr Activating N-Ras n nedexr Activating K-Ras
AJITIC (vi) nepuuur FADDAyTOMMMYHHBIH MOJIUIIIaHTYISPHBIA CHHAPOM
(APS-1) nepunur APECED
X-cluenieHHass UMMYHHasI JUCPETYJIIIHS, TOJNIHAOKPHHOIATHS,
suTeponatys (IPEX) — nepummr FOXP3
Capkounos: Capkonpos serkux, Capkonnos sumparrnyecknx y3noB, Capkono3 Jerkux rpymmna HoBoobOpa3zoBauus D86 (D86.0, D86.1, D86.2,
C capKoH030M JuMPaTtudeckux y3i10B, Capkounno3 koxu, Capkoumos ap. D86.3, D86.8, D86.9)
YTOYHEHHBIX ¥ KOMOMHUPOBAaHHBIX JIoKanu3auui, Capkonnos
HEYTOYHEHHBIN
Jpyrue HapyIieHus ¢ TonuKIOHaIBHAS THIIEpraMMariooyinHeMus, Kproriooynuuemus, rpymmna Bose3nu kpoBw, D89 (D89.0, D89.1, D89.2,
BOBJICYCHHEM HMMYHHOTO T'uneprammarioOyTMHeMust HeyTOYHEeHHas!, JIp. yTOYHEeHHBIC HApYIII. C KPOBETBOPHBIX OPTaHOB M D89.8, D89.9)
MeXaHM3Ma, He Ki1accud B 1p. BOBJICUCHHEM UMMYHHOTO MEXaHH3Ma, He Kiaccud. B ap. pyop., Hapymenue OTZAEJbHBIC HAPYILICHNUS,
pyop: BOBJICKAIOLIeEe MMMYHHBIH MEXaHU3M HeyTOYHeHHOe, rurnep IgD cunnpom, BOBJICKAIOLINE MMMYHHBIH
runep IgM cunppom.Karacrpoduueckuit aHTuoCHOINIUIHBIA CHHAPOM MEXaHU3M
Hapymenust oomena Genkos Anb(a-1-aHTUTPUIICUHOBASL HEIOCTATOYHOCTb, (HEAOCTATOYHOCTH allb(a-1 rpymmna Bbone3nu 3H10KkpUHHON E 88.0
IUIa3MBl, HE AQHTUTPUIICHHA), BPOKACHHBIEC HAPYIICHNS TIIUKO3MINPOBAHHSA CHCTEMBI, PaCCTPOHCTBA
KIacCHU(UIIPOBAHHBIE B IPYTUX MUTaHWS ¥ HAPYIICHUS
pyOpuKax. oOMeHa BeIIecTB
Hpyrue popmsl runornukeMur | BposkIeHHBIN THITEPUHCYITHHAZM rpymnmna Bone3nun sHIOKpUHHOM E16.1

CHCTEMBI, PACCTPOWCTBA
MUTAHKS U HAPYIICHUSI
oOMeHa BeLIECTB




Axpowmeranus u runoduzapusiii  |{CoMaTOTpONMHOMA, aACHOMBI THIIO(U3a (B T.4. B COCTABE HACIEICTBEHHBIX rpyrmma Bonesnu 3HI0KpUHHOM E22.0
TUTaHTH3M cuHIpoMoB) ['unepcekperus ropMoHa pocTa. CHCTEMBI, PacCCTPOHCTBA
TUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
lumepnpoaakTHHEMUSL. [IponaktuHOMAa (MUKPO- U MaKpO) IETCKas rpymnmna Bone3nun sHIOKpUHHO E22.1
CHCTEMBI, pacCTPOICTBA
MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIecTB
Jpyrue cocTostHus [IpexxaeBpeMeHHas MOJIOBAst 3PEIOCTh ICHTPAILHOTO POUCXOKICHHS, rpymma Bonesnu 3HI0KpUHHON E22.8
rurnepyHKIIN rumodusa. TOHAJIOTPONIMH3ABUCUMOE TIPEKICBPEMEHHOE MTOJIOBOE Pa3BUTHE- CHCTEMBI, PaCCTPOUCTBA
IIpexneBpemenHas mojaoBas runepuponyknus JII' u ®CT° TMUTAHUS U HAPYLIECHUS
3peNoCTh IEHTPATHLHOTO oOMeHa BeIIecTB
MIPOUCXOIKACHUS
lunmonuTyuTapusM. lunonutyurapusM, ['MIOroHaIOTPOITHBIN THIOTOHAIUA3M. rpymma Bonesnu 3HI0KpUHHON E23.0
CUCTEMBI, PACCTPOUCTBA
MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIecTB
Bonesns Unenko-Kymuara Bbonesns Unenko-Kymuara (KOpTHKOTPOTMHOMA) Ho30JIoTHYecKast |bone3Hu SHIOKpUHHON E24.0
TUIO(QH3aPHOTO MPOUCXOXKICHUSI. dhopma CHUCTEMBI, pacCTpPOHCTBA
MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIeCTB
Bpoxnennsie ANpeHOreHUTalIbHBIN CUHAPOM rpynmna Bone3nu 3H10KkpUHHON E25.0
aJpCHOTCHUTAJILHBIC HAPYIIICHUS, CUCTEMBI, PACCTPOUCTBA
CBSI3aHHBIE C JEQHUIIUTOM MUTaHAS ¥ HAPYIICHUSI
(hepMeHTOB. oOMeHa BeIIecTB
lMumogyHKITNS TUIEK. T'epmadpoauTi3M CBSI3aHHBIN C HAPYIICHUEM CHHTE3a H PEICTIIHH rpymnma Bone3nn s3H10KpUHHOMN E29.1
TECTOCTEpOHA CUCTEMBI, PACCTPOUCTBA
MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIeCTB
IIpexaeBpeMeHHOE OJI0BOE IIpexxneBpeMeHHOE OJI0BOE pa3BUTHE, [IpekaeBpeMEHHOE OJI0BOE rpymmna Bone3nu 3H10KkpUHHON E30.1
CO3pEeBaHNe pa3BUTHE C TCHETHYECKUM TepUPEPUIESCKAM HapyIIeHHEM CHHTE3a U CHCTEMBI, PaCCTPOUCTBA
penenun MUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
Huskopocnocts [kapiukoBocTs], |Jlapona Cunapom Ho3osiornyeckas |bonesHu SHIOKpUHHOM E34.3
HE KJIacCU(pUIUPOBaHHAS B ¢dopma CUCTEMBI, PACCTPOUCTBA
IPYTHUX pyOpHKax. MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIecTB
CHHIPOM aHAPOTESHHOM MyskcKoi TiceBIorepMaGpoaUTH3M ¢ aHAPOTEHHOW PE3UCTEHTHOCTHIO. rpymnmna Bone3nun sHIOKpUHHO E34.5
PE3UCTEHTHOCTH. Hapymenune nepudepudeckoit ropMoHaNbHOH pereniui. CUHIAPOM CHCTEMBI, pacCTPOICTBA
Peiipenmreitna. TecTukynsapHas GeMUHU3AUS (CHHIPOM), CHHIPOM TIATaHUS U HAPYIISHUS
Caaiiepa o0OMeHa BelIeCTB
Jpyrue yrouHeHHbIE IIporepust rpymnmna Bonesnu sH10KpUHHON E34.8
9HJIOKPUHHBIC PACCTPOHCTBA. . CUCTEMBI, PACCTPOUCTBA
MUTaHAS U HAPYIICHUSI
o0OMeHa BEIIecTB
DeHMIKeTOHYpus Kiaccuueckass |DeHUIKETOHYPHs Ho30JioTH4YecKasi |bone3nn sHI0KpUHHOM E70.0

dhopma

CHCTEMBI, paCCTPOICTBA




MUTAHKS U HAPYIICHUSI
oOMeHa BELIECTB

Hpyrue Bunsl 3JI0Ka4ecTBEeHHbIE (POPMBI (DEHUIIKETOHYPHH, HapyLIeHUs] 0OMeHa rpymmna Bbones3nu 3H10KpUHHON E70.1
runeppeHnIaNaHIHEMUN TeTparuapoOHonTepruHa CHCTEMBI, PacCCTPOHCTBA
MUTAHUS W HAPYIICHUS
0o0OMeHa BEIIecTB
Hapyenust oOMeHa THpO3WHA. | AnmKanToHypHs (ansKanToHyps). TuposuHemus (THpo3uHemus v 1, 2, 3). rpymnmna Bone3nun sHIOKpUHHO E70.2
CHCTEMBI, pacCTPOICTBA
MUTAHUS W HAPYIICHUS
o0OMeHa BelIeCTB
Anp0MHN3M Cunnpom Xepmancku-Ilyanaka (Xepmanckoro-Ilymnaka Cuaapom), rpymmna Bone3nu 3H10KkpUHHON E70.3
IJIa3HOH alnbOMHU3M, KOXKHO-TJIa3HO# ansOouHm3M, Cunapom BaapnenOypra, CHCTEMBI, PaCCTPOHCTBA
Cunnpom Yenunaka(-CreitnOpunka) -Xuracu (Yeanaka-Xuramu CHHIPOM), MUTaHMS ¥ HAPYIICHHS
curnpom Kpocca 0o0OMeHa BEIIecTB
Bone3ns «KJIEHOBOTO CHPOTIay Bones3ns ¢ 3amaxomM MOYH KJICHOBOTO cupora (JISHIINHO3) Ho30JIoTHYeCcKast |boyie3Hn YHAOKPUHHOM E71.0
¢dopma CHCTEMBI, PacCCTPOHCTBA
MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Jlpyrue BuIbl HapyIIeHNI Jpyrue Buap! HapymeHnii o0OMeHa aMUHOKHCIIOT C Pa3BETBICHHOM LIETIBIO. rpyrmma Bose3nu sHIOKpUHHOH E71.1
oOMeHa aMHHOKHCIIOT C W3oBanepuanoBas aruneMust (M30BaapuaHOBas AUy PHSL). CHCTEMBI, PaCCTPOUCTBA
pa3BETBIIEHHOH IIETIBIO. MeTtunmanoHoBast antuaeMus (METHIMaTOHOBas anuaypus). [IponroHoBas TMUTAHUS ¥ HAPyIICHHUS
aruaemust (TPOITMOHOBAS alUIYPHST) oOMeHa BEIIecTB
Hapymenust oomMeHa KMpHBIX Anpenoneiikoguctpodus [Annucona-llunpaepa) (X-cueriennas rpynmna Bone3nu 3H10KkpUHHON E71.3
KHUCIIOT a/IpeHoJIeHKOIUCTPOdHs), a TaKKe NePEeKTHl MUTOXOHIPHUAIBEHOTO B- CHCTEMBI, PaCCTPOHCTBA
OKHCJICHHS )KUPHBIX KHUCIIOT: HEAOCTATOYHOCTh CPEIHEIEIOYEYHOH, MUTaHMS ¥ HApYLIEHUS
KOPOTKOIETIOYEYHOH, OU9eHb [UTMHHONIenoYeyHoH anni-KoA-nernaporenassl oOMeHa BeIIecTB
JKUPHBIX KUCIIOT, JunHHOTIeodeqHoi 3-OH amun-KoA nermnporeHassr
JKUPHBIX KUCJIOT (HEA0CTATOYHOCTH MUTOXOHIPHATEHOTO
Tpu(YHKIIMOHATBFHOTO OeJKa), TIyTapoBast alluIypus TUII 2,
HEJIOCTaTOYHOCTh KAPHUTHH MaJbMUTOMI TpaHcdepassl 1, 2,
HEJIOCTaTOYHOCTh THOJIa3bl, HAPYIICHHUsI OOMEHa KapHUTHHA (CHCTEMHas
HEIOCTaTOYHOCTh KAPHUTHHA)
Hapymenwus Tpanciopta Iucruno3s. Iuctunypus.bonesns Xapruyma, Cuaapom ae Tonu-/ledpe- rpymnmna Bone3nun sHIOKpUHHOM E72.0
aMUHOKHCIIOT. ®ankonn, Cuaapom Pankonn(-ge Toun)(-/Iedpe).bonesnp XapTHamna. CHUCTEMBI, pacCTpPOHCTBA
Cunppowm Jloy. TMUTAHUS ¥ HApyIICHHUS
o0OMeHa BelIeCTB
Hapymenus oomena l'omonmcTHHYpHS, HEAOCTATOUHOCTD CYJIb(UTOKCHA3b], HEIOCTATOYHOCTh rpyrmma Boue3nu sHIOKpUHHOM E72.1
cepocoiep KaluX aMUHOKUCIOT —[MOJIMOJICHOBOTO Ko(aKkTopa CHCTEMBI, PacCCTPOHCTBA
TMUTAHUS ¥ HApyIICHHUS
o0OMeHa BEIIecTB
Hapymenns oomena nukia Hapymenus nynkia MOYeBUHBI, apTHHIHIHTApHAS allAAoypHS, rpymma Bore3nn sHIOKPHHHON E72.2
MOYEBUHBI HEIOCTaTOYHOCTH KapbamownidocdaT cuaTeTassl [ nepaMMoHHEMIS C CHCTEMBI, PaCCTPOUCTBA
neduiuroM N-aleTHITTyTaMaTCUHTETa3bl, . APTUHUHEMHUSL. MUTAHUS W HAPYIICHUS
AprunnHOCYKIMHaauuaypus. LIutpyuinHeMus. o0OMeHa BelIeCTB
Hapymenus oOmMeHa nu3uHa 1 I'myrapoBas anuaypus Tan 1, runepim3uHeMust (JIM3UHYpUYecKast rpyrmma Boue3nu sHIOKpUHHOM E72.3

TUAPOKCHUIIN3WHA.

HETIEPEHOCUMOCTh OeITKa)

CHCTEMBI, pacCTPOICTBA
TMUTAHUS ¥ HApyIICHHUS
0o0OMeHa BEIIecTB




Hapymienus oOMeHa OpHUTHHA.  [HEOCTaTOYHOCTH OPHUTHHTPAHCKApOOMMIIa3bl, THIIEPOHUTHHEMHS rpyrmma Boue3nu sHIOKpUHHOM E72.4
OpuutrHemus (tumsi 1, 11) CHCTEMBI, paCCTPOUCTBA
TUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
Hapymennst oOMeHa rimmusa. Hexerorndeckas runepriaunuaeMusi, HekeToHOBas THIIEPIIIAIITHEMUSI. Ho30J0oTIYecKas |bone3nn sHIOKpUHHOM E72.5
¢dopma CHCTEMBI, PaCCTPOUCTBA
MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Bonesnu HakorieHus riukorena |[nukoreHo3sl. bonesus ['npke (Inukorenos la, 18 tunos), 6oe3ss [Tomre rpynmna Bone3nu 3H10KkpUHHON E74.0
(rmukoreno3 2 tuna), bonesns Kopu u bonesnp @opbea (rmmkoreHos 3a, 38 CHUCTEMBI, pacCTPOHCTBA
tumoB), bone3ns Annepcena (rimkorenos 4 tuma), 6oye3ab Mak Apasis TIATaHUS U HAPYIISHUS
(rmukoreno3 5 tumna), bonesns 'epca m HegocraTounocts hochopumnaszsr oOMeHa BelecTB
neyenu (rmukorenos 6), bonesus Taypu (TTHKOTeHO3 THIT 7). A TaKKe :
HEJOCTATOYHOCTh IJIMKOTeH cHHTa3bl neyeHouHas ([ukorenos tun 0),
rukoreHo3 tui 9, cunapom dankonu-bukkens
Hapymenus oomena ¢ppykrossl.  |Henmocrarounocts ppykrozo-1, 6-6udocdarasslr, Hexocrarounocts rpymmna Bbone3nu 3H10KkpUHHON E74.1
¢bpykro3o-1, 6-mudocdarassr. HacaencTBeHHAS HEIEPEHOCHMOCTD CHUCTEMBI, pacCTPOHCTRA
(pyKTO3HI MUTaHAS U HAPYIICHUS
0o0OMeHa BEIIecTB
Hapymenus oomena ranakrossl. |["anakrozemus (TajlakTo3eMus THI 1, HEIOCTATOYHOCTH rajiakto3ol docdar rpyrmma Bose3nu sHIOKpUHHOM E74.2
ypunuitTpancepassl), HEIOCTATOYHOCTh FAIAKTOKUHA3KI (TaJIaKTO3EMHUS CHCTEMBI, PacCTPOHCTBA
THII 2), rajlakTo3eMusl TUII 3 (HEZOCTaTOUHOCTh I'aJIaKTOSIMMEPasbl) MTUTaHKS U HapyLIEHUs
0o0OMeHa BEIIecTB
Jlpyrue HapymeHus BcachiBaHus |HapyleHue BcachbIBaHUS TIIOKO3bI-TalakTo3bl, Hapyrenus Manbabcopunu rpymnma Bone3nn sH10KpUHHOM E74.3
YTIIEBOJOB B KHIIICYHUKE. caxapo3bl-H30MaJIbTO3bI, AUCaXapHIa3Has HeAOCTATOYHOCTh CHCTEMBI, PaCCTPOUCTBA
MUTaHAS U HAPYIICHUSI
o0OMeHa BelIeCTB
Hapymenus oOMeHa mupyBaTa 0 |HapyLIEHHs TJIFOKOHEOTE€HE3a, HEA0CTaTOYHOCTh MUPYBAT AETHAPOTeHA3HOTO rpyrmma Boue3nu sHIOKpUHHOM E74.4
TJIMKOHEOTeHE3a. KOMIIEKCA, HEIOCTATOYHOCTh NMMPYBAT KapOOKCHIIa3bl, HEJOCTATOYHOTh CHCTEMBI, PacCTPOHCTBA
(hochoeHONMHUPYBATKAPOOKCUKUHA3HI TIATaHUS U HAPYIIESHUS
0o0OMeHa BEIIecTB
Tanrnuo3uno3-GM2 GM2-raurimo3uno3 (6osesns Tes- Cakca, GM2-ranrino3nno3 Bapuant B, rpymmna Boste3Hu SHIOKPHUHHOM E75.0
raarauo3uno3 Bapuant B1), bonesus Cennxodda (6o1e3up 3anarodda, CHUCTEMBI, pacCTPOHCTBA
GM2-ranrnno3uno3 BapuasT 0), a Takoke: HEOCTATOYHOCTh OeKa- MTUTaHKUS U HapyLIEHUs
aktuBatopa (GM2-ranrnunosuio3 Bapuant AB) o0OMeHa BelIeCTB
Jpyrue raHrnuo3uao3sl GM1-ranrnno3unos, mykoiaunuaos IV rpymmna Bone3nu 3H10KkpUHHON E75.1
CHCTEMBI, pacCTPOICTBA
MUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
Jpyrue cuHTONMAIII036I Bbonesnr ®adbpu(-Anaepcon), 6one3ns ['ayuepa (bone3ns ["ome), 6ome3Hb rpymnmna Bone3nun sHIOKpUHHOM E75.2

Kpab66e, 6onezns Humana-ITuka (bonesns Humanna-Iluka tun C, bonesus
Humanna-ITuka tun A/B),

Cunnpom Pabdepa (bonesns Papbepa), Meraxpomarryeckas
neiikoaucTpodus, HEAOCTATOYHOCTD CYNb(aTas3bl (MHOKECTBEHHAS
cynb(dara3Has HEOCTATOYHOCTB).

CHCTEMBI, PACCTPOWCTBA
MUTAHUS U HAPYIICHUSI
oOMeHa BELIECTB




JlunodycuuHo3 HEHPOHOB. Hetiponanbherit nepounssie munodycuunossl Tum 1, 2, 3, 4.6, 7, 9, 10, rpymnmna Bonesnu sH10KpUHHON E75.4
Bonesns: CHCTEMBI, paCCTPOUCTBA
. barrena MUTaHWS ¥ HAPYIICHUS
. bunpmosckoro-fHckoro 0oOMEHa BEIIECTB
. Kydca
. InuneMmeiiepa-Porra
Jpyrue Hapymenus Hakorienus: |bonesns Bosnbmana/ 60s1e3Hp HakoIIEHUs 3(UPOB XOJIECTEPUHA, rpyrmma Bose3nu sHIOKpUHHOM E75.5
JIMIIUJIOB. LepebpoTenanHo3HbIH X0necTepo3 [Ban-borapra-1llepepa-OmninTeiinal] CHCTEMBI, pPaCCTPOUCTBA
MUTaHMS ¥ HApYLIEHUS
0o0MEHa BEIIECTB
Myxkomnonucaxapuio3, Tai 1. CHHIPOMBI: Ho30JIoTHYecKast |boyie3Hrn YHAOKPUHHOM E76.0
. I'ypnep dhopma CHCTEMBI, pacCTPOICTBA
. l'ypnep-1lleiie [IUTaHUs U HapyLICHUs
. leite o0OMeHa BelIeCTB
Myxononucaxapuno3 I Tuna Cunppom Xanrepa, Cunnpom I'yntepa Ho3oj10ru4eckas |bonesHu sHAOKPUHHON E76.1
¢dopma CHCTEMBI, paCCTPOUCTBA
MUTaHWS ¥ HAPYIICHUS
0o0MEHa BEIIECTB
Hpyrure mykononucaxapunossl.  |Mykomomucaxapunos II1 A, B, C tuma, cuaapom Candunumnmo, rpymnmna Bone3nun sHIOKpUHHO E76.2
Myxkononucaxapunos3 IV A, B tuna (cungpom Mopkuo), CHCTEMBI, pPaCCTPOUCTBA
Myxononucaxapuno3 VI tuna (cunapom Maporo-Jlamu), HegocratounocTs [IUTaHUs U HapYLICHUS
6era-rmoKypoHuaa3sl. Mykomnonucaxapuaosst tunos 111, 1V, VI, VII oOMeHa BEIlIeCTB
CunzpoM:
. Maporo-Jlamu (nerkwmii) (TsOKEIbIN)
. Mopkwuo(-mogo0HbIN) (KJIaCCHISCKHUH)
. Caudmimnmno (tun B) (tun C) (tun D)
Hedextrr moctrpancsinuonnoit  |Mykomunuo3 I [I-knetounas 6onesns )., Mykomunugo3 111 Ho3oJiorn4eckast |boyie3Hn SHAOKPUHHOM E77.0
MOU(UKAILIMN JTH30COMHBIX [mceBnonomanctpodus ['ypnep] ¢dopma CHCTEMBI, pPaCCTPOUCTBA
(epMeHTOB. MUTaHMS ¥ HApYLIEHUS
0o0MEHa BEIIECTB
JledhekThr nerpanarym anb(a-MaHHO3U03, OETTa-MaHHO3UI03, CHAIHI03, TATAKTOCHATHI03, rpymnmna Bone3nun sHIOKpUHHO E77.1
TJIMKOIPOTEH OB (hyKo3u103, aCTIap THITTIOKO3aMHUHY PHS CHCTEMBI, PaCCTPONCTBA
MUTaHMS ¥ HApYLIEHUS
o0OMeHa BelIeCTB
CwMmernanHas runepiunuaemMus.  |OOmmpHas nin GuoTupyromnias 0eTa-JIMIoNpOTEHHEMUS. rpymmna Bone3nu 3H10KkpUHHON E78.2
I'inepnunonoprennemust dpeapukcona, tunst 11b nm 111 CHCTEMBI, pPaCCTPOUCTBA
l'inepOeTanunonpoTenHeMus ¢ Ipe-0eTa-TMIONPOTCHHEMHEH. MUTaHWS ¥ HAPYIICHUS
T'unepxonectepuHemMus ¢ SHAOTEHHON THIEPTIUIEPUICMHUEH. oOMeHa BelecTB
lNunepnunuaemust, rpynma C.
Henocrarounocth A-Gera-nunonporenHeMust. HelocTaToOYHOCTB JIMITONIPOTENI0B BEICOKOI rpyrmma Bose3nu sHIOKpHHHOM E78.6
JIMIIOTIPOTEN/IOB. IUIOTHOCTH. CHCTEMBI, pPaCCTPOUCTBA
I'uno-ansda-nmunonporennemust. [ nno-oera-imnonporenHemMus (ceMenHas). MUTaHMS ¥ HApYLIEHUS
Henocrarounocts enuTHHXONIECTEpUHALMITPaHChepa3sl. Tamkepckas 0oOMEHa BEIIECTB
60J1e3HD
Jledunut xonecrepon-7anbda-  |dedunur xomectepost-7anbha-ruapoKCHIa3bl Ho30JIoTHYeCcKas |boyie3Hn YHAOKPUHHOM
THAPOKCUIIA3bI ¢dopma CHCTEMBI, PaCCTPOHCTBA E78.8

MUTAHKS U HAPYIICHUSI
oOMeHa BeLIECTB




Cunnpowm Jlema-Huxena Cungpowm Jlema-Huxana Ho3osiornyeckas |bone3sHu SHIOKpUHHOM E79.1
¢dopma CHCTEMBI, PacCCTPOHCTBA
TUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
Jlpyrue HapymeHus oOMeHa Jedunut anenuH-pochopudosuntpancdepassl, Jdedurur rpymnmna Bone3nun sHIOKpUHHO E79.8
ITypUHOB M TUPUMHUINHOB. KCaHTHHOKCHa3bl, HacmeacTBeHHas KCAaHTHHYPUS, AJCHAICYKITUHAT JINA3BI CHCTEMBI, PaCCTPOUCTBA
HEI0CTaTOYHOCTh MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Hacnencreennas Opurponostuyeckas nopgupus (6onesns ['tonrepa) Hacnencrsennas rpynmna Bone3nu 3H10KkpUHHON E80.0
IPUTPONOITHYECKAS TOPOHUPHSA  [IPUTPONOITHIECKAs mophuprs. BpokaeHHas 3pUTPOIIOITHIECKAS CHCTEMBI, PaCCTPOUCTBA
rophupws. MUTaHAS ¥ HAPYIICHUSI
DpuTponodTuieckas mpoTonopdupus oOMeHa BeIIecTB
[Topdupus KokHAsE MEIUICHHAsE — |KOXKHas mopdupust rpymnmna Bone3nun sHIOKpUHHO E80.1
CHCTEMBI, PacCCTPOHCTBA
MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Jpyrue nophupuu. HacneactenHast konpornopdupus rpymmna Boste3Hu SHIOKPHUHHOM E80.2
TTopdupus octpas mepemexaromnascs (MeYCHOTHAS) CHUCTEMBI, pacCTpPOHCTBA
MUTaHAS ¥ HAPYIICHUSI
o0OMeHa BelIeCTB
Cunnpom Kpurnepa-Haiisipa Cungpom Kpurnepa-Haitsipa Ho3osiornyeckas |bone3sHu SHIOKpUHHOM E80.5
¢dopma CHCTEMBI, PacCTPOHCTBA
MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIecTB
Hapymennst obmena menan. Bone3nr Menkeca [00ne3Hb KypuaBbIX Bosioc] ["'cTambHBIE" BOJIOCH]. rpymnmna Bone3nun sHIOKpUHHO E83.0
Bbonesns Bunbcona (6osie3ap Briibcona-KoHoBanoBa, remnaToieHTUKY IIpHAs CHCTEMBI, pacCTPOICTBA
JieTeHeparys) MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Hapymenus oomeHa xenesa. [epBUYHBI.IOBEeHIIBHBIH TeMOXpOMaTo3 (reMaxpoMaTo3 2-ro THIa) rpyrmma Bose3nu sHIOKpUHHOM E83.1
I'emoxpomaros. CHCTEMBI, PacCTPOHCTBA
MUTaHAS ¥ HAPYIICHUSI
0o0OMeHa BEIIecTB
Hapymennst oomena docdopa. Buramun JI-pe3uctenTHBIN paxuT, [ umodochaTeMudeckuii paxur rpymnmna Bone3nun sHIOKpUHHOM E83.3
Henocrarounocts kucioit pocdarasel. Cemeiinas runodpocharemus. CHCTEMBI, PacCTPOHCTBA
I'unogocdarasus. Buramun-D-pesucrentHas(blit) MUTAHUS U HAPYIICHUS
o0OMeHa BelIeCTB
Hapymienust oOMeHa MarHusi. HacJIeICTBEHHAs! TUIIOMAarHUEMHS Ho3oustornyeckast |bonesnu sHIOKpUHHOM E83.4
I'unomarauemus dhopma CHCTEMBI, pacCTPOICTBA
MUTaHAS ¥ HAPYIICHUSI
o0OMeHa BEIIecTB
Kucrosnstii pubpo3 Myxkosuciunos, E84.0 Kuctozusiit prubpo3 ¢ 1eroyHbIMH MTPOSBICHASIMH Ho3ojoruueckas |bone3Hu 3HIOKpUHHON E84
E84.1 Kucto3zuslit hpnubpo3 ¢ KuIIeuHbIMHI MPOSIBICHUSMH. MEKOHHEBBIN ¢dopma CHCTEMBI, pPaCCTPOUCTBA

uneyc(P75)

E84.8 KucTo3Hslii (hubpo3 ¢ ApyruMu OposiBiicHHsIMHA. KUCTO3HBIN (HHOPO3 ¢
KOMOMHHPOBAHHBIMH MPOSIBICHUSIMA

E84.9 KucTo3Hslii (hnOp03 HEYTOUHCHHBIH

MUTAHUS U HAPYIICHUS
oOMeHa BEIIECTB




HacnencteeHHslil cemeitHbIi CemeliHas cpeIM3eMHOMOPCKas JIMX0paJiKa (1epuoandeckas 00JIe3Hs), rpynmna Bbone3nu 3H10KkpUHHON E85.0
aMHII0M 103 Oe3 HEBPOIIATHI [epoauyeckuii CHHIPOM, aCCOLMUPOBAHHBIN C pelienTopoM (akTopa CUCTEMBI, PACCTPOUCTBA
Hekposa omyxoneil (TRAPS — myrannn TNFRSF1A) TIATaHUS U HAPYIICHHUS
0o0OMeHa BEIIecTB
HeBpomarndeckuit AMunonIHas TOTUHEBPOIATHS rpymnmna Bone3nun sHIOKpUHHO E85.1
HaCJIEICTBEHHBIN CEMEMHBIN CHCTEMBI, pacCTPOICTBA
aMUIIOH]I03. MUTAHUS U HAPYIICHUS
0o0OMeHa BEIIecTB
CHHAPOMBI JIUITOAUCTPOPUH I'enepanu3oBaHHbIC TUTOAUCTPOGUH; MAPIUATBEHBIC JIAMOTUCTPODUY; rpymma Bonesnu 3HI0KpUHHON E88.1
HACJIeZICTBEHHBIE TUTIOAUCTPO(GUH: BPOXKACHHBIE TeHePaTN30BaHHEIC CHCTEMBI, PaCCTPOUCTBA
munoguctpoduu (cuaapom bepapaunemmu-Ceiina), ceMeiHble apIuaibHbIe TIATaHUS U HAPYIISHUS
munoguctpoduu (cuaapom Jlanaurana-Ko6bepnuara); mpuoOpeTeHHbIe oOMeHa BelIeCTB; pyrue
JUMOAUCTPOPUH: IPUOOPETCHHAS TCHEPATH30BaHHAS JTUIIOAUCTPODUS HapyIICHUs 0OMEHa BEIICCTB
(curapom Jloypenca), mproOpeTeHHAs MapuanbHas JTUIIOAUCTPOPUS
(cunnpom bappakepa-Cumonca); munoarpouueckuii caxapHblid 1uader
Jpyrue yrouHeHHbIC HapymieHus |ButamuH J[-3aBUCHMBINA paxuT, HEIOCTATOYHOCTh OMOTHHUIA3HI, rpymma Bonesnu 3HI0KpUHHON E88.8
oOMeHa BEIEeCTB. MHOXeCTBEHHBIN nehuuT kapookcuias (panusis popma), 3- CHUCTEMBI, pacCTpPOHCTBA
THIPOKCUM30MACISTHHAS alluay pus, MUTaHAS U HAPYIICHUS
0o0OMeHa BEIIecTB
Cunnpom Perra Cungpom Perra Hozosormdeckas |[Icuxuueckne paccTpoicTBa U F84.2
¢dopma pAcCTPONCTBA MOBEICHHS
KomOunuposanue Bokanu3zmoB u |Cunapom ae na Typerra Ho3oJormyeckas |[Icuxudeckue paccTpoicTa U F95.2
MHOKECTBEHHBIX MOTOPHBIX ¢dopma paccTpoiCcTBa MOBEICHUS
THKOB [cuHapoM Jie yia Typerra].
bonesns ['enTunrrona Xopes ['enTunrTOHa HO30J0TH4YecKasi |bose3Hn HepBHOW CUCTEMBI G10
dhopma
PaHHSS MO3)KEUIKOBAs aTAKCHSI Arakcus @punpeiixa (ayToCOMHO-pEIIECCHBHAST) rpymnmna Bone3nn HepBHOW CHCTEMBI G111
X-cBsi3aHHAs PELIECCUBHAS CIIMHOLIEPeOCIUIIpHAs aTaKCUsi X-CICILICHHBIC
CIHHOLEepeOeIUIIPHBIE aTAKCHH, 2y TOCOMHO-PELECCUBHBIC
CIMHOIIEPEOCIUIIPHBIC aTAKCHH, HEJIOCTATOYHOCTh BUTaMuHa E
HACJICICTBEHHAS
Mo3kedKoBast aTaKCHs C Teneanrmskraruueckas atakcus [cuaapom Jlyu-bap], Jlyu-bapp Ho30JIoTHYeCKast |boe3Hn HepBHOW CHCTEMBI G113
HapymenneMm penapainuu JJHK.  |Cuaapom (aTakcHs-TEIaHTHOIKTA3HS) dhopma
Jlerckas cnuHanbHas MbimedHas |CrnimHanmbHas MblmedHas atpodwus, [ tun [Bepaaura-I'odhdmana] Ho30JIoTHYeCcKast |boe3Hn HepBHOW CHCTEMBI G12.0
atpocdus, I tun [Bepruura- ¢dopma
T'odpdmanal]
Jlpyrue HacienCTBEHHBIC [Iporpeccupyromuii 6ynp6apHbIii apanuy y neteit [Damuo-Jlonzae] rpymnmna Bone3nn HepBHOW CHCTEMBI G121
CITUHATbHBIE MBITIICUYHBIC CrnunanbHas Melednast atpodus (CrnunansHas amuorpodus tamsl 1, 11, 11):
aTpodum. * (hopma B3pOCIBIX
* netckas ¢opma, tur 11
* TUCTaTbHAS
* foHomeckas ¢opma, tur III [Kyrens6epra-Benangepal]
* JIONIATOYHO-TIEpOHEaIbHAs (hopMa
Bose3Hp ABUraTepHOro HelpoHa. | bokoBoii ckitepos: rpymmna Bose3nn HEPBHOM CHCTEMBI Gl12.2

CeMeiiHas 00J1€3Hb
JIBUTATECIILHOI'O HEBPOHA

* aMHOTPOpHUIECKUI
[porpeccupyromuii(ast):
* CHIMHAJIbHASL MbIIIeYHast aTpodust




Jlpyrue cimHalbHBIC MBIIICYHBIC | BPOXKICHHAS JIOKAbHASI aMUOTPOQUS rpyrmma Bone3nu HepBHOW CHCTEMBI G12.8
aTpo(uK U POACTBEHHBIC MOHOMEJINYECKast aMHOTPOHs
CHHJIPOMBI CrmHansHast MpleuHast aTpodusi-/lennu-Yoxepa aHaMans-KaTapakTa
bonesns NannepBopaena- Bonesns ["annepBopaena-lllnarua. [lurmMenTHas nanuaapHas AereHepanusi, | Ho3ojJorudeckas |bose3nu HepBHOW CHCTEMBbI G23.0
ImaTmoa. [IurmenTHas MAHTOTEHATKUHA3HAsI HEOCTATOYHOCTD ¢dopma
TAJUTAIApHAs IeTeHepalus
Jlpyrue yTo4HeHHBIE HacJIeJICTBEHHbIC HEHPOIETeHEPALY C HAKOIUICHHUEM XKeJle3a rpyrmma Bone3nu HepBHOW CHCTEMBI G23.8
JlereHepaTHBHbIC 00JIE3HN
0a3aJIbHBIX TAHTJIUCB.
Wnnonarnyeckas cemeliHas TopcuoHHas AUCTOHUS U APYrue GOpPMBI HACICACTBEHHBIX JUCTOHUN rpymma Bone3nu HepBHOW CHCTEMBI G24.1
JTUCTOHHS
Jpyrue yrouHeHHbIE Jereneparus ceporo Bemniectsa [0one3Hb Anbrepca] rpymnmna Bone3nu HepBHOM crCTEMBI G318
JlereHepaTUBHBIC O0JIE3HU IToxocTpast HekpoTH3UpyIomIas 3Hnehanonatus [0one3ns Jletira]
HEpPBHOMW CHCTEMBI.
JlerenepaTtuBHas 60JIe3Hb Jlelikomuctpodun, He KTaccuPpUIMPOBAHHBIE B IPYTUX PyOpHKaX, B TOM rpymnmna Bone3nn HepBHOW CHCTEMBI G319
HEPBHOW CHCTEMBI HEYTOYHECHHAS [duciie 00Je3Hb AJIeKcaHaepa, JelKorHIedaIonaTus ¢ cyOKOpPTHKaIbHBIMA
KUCTaMH, JICHKOAHIIe(aIonaTus ¢ OPaKEHUEM CTBOJIA U BEICOKUM YPOBHEM
nakraTa npu MP-cekrpockonuy, 6one3ns Kanasan
OnTHKOHEBPOMHETHT [00Ne3Hs  |Oone3Hb JIeBuka Ho3oJiorn4eckasi |boyie3Hn HepBHOW CUCTEMBI G36.0
JleBukal. dhopma
Jpyrue Bunbl reHepanuzoBanHoi |Curnpom JlenHokca-I"acto, Dnmuiencus c: rpymnmna Bone3nn HepBHOW CHCTEMBI G404
SUIJICTICHU ¥ SIIJICNTHICCKUX  |* MHOKJIOHHYECKAMH a0CaHCaMi
CHHIPOMOB * MHOKJIOHO-aCTaTHICCKIMH PUTIAKAMU
CuMnToMaTHYCCKas PaHHSII MUOKJIOHUYECKAs SHIE(PAIONMaTHS
CungpoM Yacra (cunapom Becra), cunapom pase
ATHO3 BO CHE, LIEHTPAJIBHOE BpoxaeHHBIH THITOBEHTHIISILIMOHHBIA CHHIPOM, CUHIPOM Y HIMHBI HO30JI0rH4ecKast |boJie3HUu HEPBHOM CHCTEMBI G47.3
dhopma
Wnunonatuveckas runiepcomuns  |[lepBryHas rUmepcoMHHUS HozoJsiorndeckasi |boyie3Hn HEpBHO CHCTEMBI G47.11
¢dopma
Hacnencteennas MmoTopHas u Bonesns llapko-Mapu-Tyrca (6one3ns [llapko-Mapu-Tyra), 601e3HB rpymmna Bone3nu HepBHOM cHCTEMBI G60.0
CCHCOpHAsi HEBPOIATHS Hexepuna-Cotra
HacnenctBenHast MOTOpHAs B ceHCOpHas HeBpomaTus. [ umeprpoduaeckas
HEBpOMAaTHus y AeTei
ITeponeanpHas MbliedHas aTpodus (AKCOHATBHBIN TUTI) (Terep
tpoduueckuii Tin). Cunnpom Pyccu-Jlesu, Bposxnennas
HEYYBCTBHUTEJILHOCTh K 0011 ¢ aHrupo3oM HacnencTBeHHast HeiponaTHs ¢
HOIBEP’KEHHOCTHIO NApalINyy OT CAABJICHUS
Bonesns Pedcyma Bonesns Pedcyma xnaccuueckas Ho3oJiorh4eckasi |boyie3Hn HepBHOW CUCTEMBI G60.1
dhopma
OcTtpas BocnanuTenbHas cunnpom ['nitena-bappe Ho3oj10ru4eckas |bose3Hu HepBHOM CUCTEMBI G61.0
JIEMUETMHA3UPYIOTITast dhopma
MTOJINPAAUKYIOHEBPOTIATHS
(curmpom I'mitena-bappe)
Miasthenia gravis Miasthenia gravis Ho3oJiorruueckas |bonesnu HepBHO# cucTemMbl G70.0
¢dopma
Bpoknennas wim npuodpereHHas |BpoxxaeHHbie (OpMbl MHACTEHUN rpymnma Bone3nu HepBHOM crcTeMbl G70.2

MHUACTCHUA




MpeleuHast AUCTpOhus

MeimeyHast fucTpodus BpoKICHHAS MEBIIeYHAs TUCTPOPHS:
* ayTOCOMHAsl PEIIeCCUBHAS JCTCKOTO TUIIA, HATIOMHHAIOIIAS
muctpoduto romenna wim bexkepa

* tobpokavecTBeHHas [bekkepa]

* T0OpOKavYeCTBEHHAS JIOTIATOYHO-TIEPOHEAIbHAS ¢ PAHHUMHE KOHT
pakrypamu [Omepu-/peiidyca)

* TUCTaTbHAS

* [JICYEIIOMATOYHO-JIUICBAs

* KOHEYHOCTHO-TIOSICHAS

* TJIA3HBIX MBIIII]

* IJ1a30TJI0TOYHAs [OKyJIodapuHreaapHas |

* JIONIATOYHO-Ma00epIoBas

* 3n0KkayecTBeHHas [romennal

rpyrmma

Bone3nu HepBHOM crCTEMBI

G71.0

BpoxieHHbIe MHOTIATHT
BpoxieHHast MbIlieuHast
nucTpohus

BpO)K[[eHHaH MbIIICYHaA ,HI/ICTPO(I)I/IS[Z

* co crieruaecKIMA MOPGHOTIOTHISCKIMH TOPAKESHISIMHA MBITIIEIHOTO
BOJIOKHA

Bbonesns:

* LETPANBLHOTO s7pa

* MUHUsICPHAS

* MYJIbTHSIICPHAS

Jucrponopiys THIIOB BOJIOKOH

Muonarus:

* MUOTYOYJIIpHas (LIEHTPOSAEPHAS)

* HeMaJIMHHAs [00JIe3Hh HEMAJIMHHOTO TeJa]

rpyrmma

Bone3nu HepBHOM crCTEMBI

G71.2

MurtoxoHIpuaIbHas MHOIATHS,
HE KJIacCU(pUIUPOBaHHAS B
JIPYTUX pyOpHKax

cunnpom MELAS, MERRF, NARP, cunapom Kepaca-Caiiepa,
MUTOXOHIPHATIbHBIC MUOTIATHH, 00YCIOBICHHBIC HEIOCTATOYHOCTHIO
KOMILJIEKCOB JIBIXaTEJIbHOM e MUTOXOHIPHI

rpyrmma

Bonesnu HepBHOM crCTEMBI

G71.3

OHuedanonaTus HeyTOYHEHHAS

CungpoM aedunmra rirtoko3Horo tpancmoprepa 1 tuna GLUT 1, 6one3un
ne Buso, sHiedanonatus uz-3a gegummura GLUT1

rpymma

Bone3nu HepBHOM cucTeMbl

G93.4

CUupUHTOMUEIHS H
CUPHHIO0YIILOUS

Mansdopmarust ApHonbaa-Kuapu tam 1
CupuHroMuenus, CHpuHrooynsous

rpymma

Bone3nu HepBHOM cucTeMbl

G95.0

AJbTepHUpPYIOIIAs TeMUTUIETUS
JIETCKOT0 BO3pacTa

HO30JI0THYeCKast
¢dopma

G98

HaciecTBeHHBIC pETHHAIBHBIC
IucTpohun

Hductpodus:

* peTUHANIbHAS (ATHOUTTYHKTAaTHAS) (TUTMEHTHAs) (KEITOYHO MOA00HA)
* TareTOpeTHHAIbHAS

* BUTPEOPETHHAIIbHAS

[MurmenTHbii petnauT. bonesns lltaprapara, amaBpo3 JleGepa
BPOXKICHHBIN

rpyrmma

Bose3nu riasa u ero
NPUIATOYHOrO anmnapara

H35.5

ATpodus 3puTeNILHOIO HEPBA.

ATtpodus 3purenshas Jlebepa (nacnencrBennas). [TobnenHenne Bucounon
TIOJIOBHHBI JINCKA 3PUTEJILHOTO HEPBa

HO30JI0THYeCKast
¢dopma

Bonesnu rimasza u ero
MNpUAATOYHOT' O alrapara

H47.2

IlepBuunast nerounas
THITEPTEH3US

Wnmnonatnueckas JIAIL, Haciaencreennas JIAI

rpymma

bones3nn cucteMsr
KpOBOOOpAIICHHS

127.0




Jlerounast aprepuanbHas (JIAT', accounupoBannas ¢ BIIC, pesunyansnas JIAT', Cungpom rpynmna Bonesnu cucremst 127.8
TUIIEPTEH3HUs, acconuupyromascs |Oi3enMenrepa, nepcucrupytomas JIAI HoBopoxkaeHHsIX, JIAT, KpOoBOOOparieHus
C IpyruMH 3a00JI€BaHUSIMU aCCOIMMPOBAHHAS C CHCTEMHBIMH 3a00JIEBAaHNUSIMY COSIMHUTENILHOM TKaHH,
JIAT, acconmupoBannas ¢ BUY nndexuwmeii, JIAT, accoruupoBanHas ¢
mopTanbHOH TUTIepTeH3ueit, JIAT, acconnupoBaHHas ¢ IMUCTOMHA30M,
JIETOYHAasi BEHO-OKKJIFO3MOHHAs OOJIE3Hb WIIM JIETOYHAH BEHO-aKKITIO3MOHHBIN
reMaHruoMaros,)
XpoHuueckas Ho3oJiorn4eckasi |bose3Hu cuctemsl 127.8
TpoMOOIMOOIMYECKast JIeroyHast ¢dopma KpoBOOOpaIieHus
THIEPTEH3US
OOCTpyKTUBHAS T'uneprpoduueckas kapaunomuonarus; CeMeiiHass 00CTpYKTHBHAS rpymnmna Bonesnu cucreMbl 142.1
runeprpodudeckas runeprpoduaeckas Kap IHOMAOTIATHS KpOBOOOpAIICHHS
KapIOMHOIIATHS,
Jpyras runeprpoduyeckas Cemelinas 00CTpyKTHBHas THnepTpoduueckast Kap IMOMHOTIATHS rpymmna Bonesnu cucremst 142.2
KapIMOMHOIIATHS KpoBoOOpalieHus
Jpyrue yrounennsle Hapymenus: |Cunapom Tumoru (Cunnpom yuimHeHHoro narepsaia QT tun 8, cuaapom rpynmna Bonesnu cucremst 145.8
MIPOBOJMMOCTH. yammHeHHoro naTepBania QT ¢ cuamakTimeit), CuaapoM AHIepceHa- KpOBOOOpAIICHHS
Taswuna (cuaapom yamHeHHOTO HHTepBasia QT T 7)Cunapom /xepBena-
Jlanre-Hunbcena (Cunapom yummHeHHOTo HHTEpBaa QT ¢
riryxoToit) Bpoxxaenustit cunapom yummaennoro uarepsaia QT (Curapom
Pomano-Yopna tunsl 1-6)
KenynouxoBast Taxukapaus Karexonamunaeprudeckas sxeiry JO4KoBas Taxukapaus (MHOroQoxycHas rpyIma Boue3nu cucreMsl 147.2
JKEITYA0UKOBask TAXUKAP.IHsl, 37I0KaYeCTBEHHAs MTapOKCU3MalIbHas KpoBOOOpaIieHus
KETyAOUKOBask TAXUKAP/HsI, IByHAIPABICHHAS KEIyOUKOBast TAXUKAPIHS,
CHHKOTNITbHAS (hOpMa KeJTyT0IKOBOH TaXHKAP UK )
Jpyrue KapaunoMuonaTuu ApuTMOTeHHas! JUCIUIA3MUs IIPABOTO JKETyJ09Ka (apUTMOT€HHAs rpyIma bone3nn cuctemsl 148
KapHOTIaTHs) KpOoBOOOparieHus
DOUOPHIITALINS U TpETIeTaHNE Cewmeiinas GuOpHLISAIMSI-TPENICTAHNE TIPECeP it rpymnmna Bonesnu cucreMbr 148
TIpeacepanii KpOBOOOpAIICHHS
CunzipoM ciaboctr cuHycoBoro | CHHAPOM clTabOCTH CHHYCOBOTO y371a (HacIeICTBEHbIe (hOPMBI) rpymnmna Bonesnu cucreMbl 149.5
y3na KpOBOOOpAIICHHS
Wnnonatudeckuii 1eroOuHbINH Wnnonmatndeckuii GuOpO3UPyIONUi ATbBEOTUT Ho30JIoTHYecKast |boJie3Hn OpraHoB JbIXaHUS Jg4.1
¢hubpo3 dhopma
Jlpyroii CHIOHTaHHBIH HacJIeJCTBCHHAs (hopMa MEPBUYHOTO CIIOHTAHHOTO THEBMOTOPOKCA Hozosorudeckas (boyesHn opraHos OpIXaHUA Jo3.1
ITHEBMOTOpPAKC dhopma
Kpona 0one3nn Kpona 6oie3nn Ho3oJornyeckasi |bose3nu opraHoB K50
dhopma MTUIIeBapCHUS
SI3BeHHBII KOMUT Hecnenngunyaeckuii s1I3BeHHBIH KOINUT rpynmna Bones3nu opranos K51
MHIIEBAPEHUS
XpoHuueckas KUIIeYHas CuHAPOM KOPOTKOH KHIIKHU C BEIPAXKEHHBIMU SIBICHUSIMH MaJIbJUTE€CTUU U rpynmna Bones3nu opranos K91.2, K91.8

HEJIOCTaTOYHOCTH (C OeTKoBO-
SHEPreTUYECKOM
HEJ0CTaTOYHOCTHIO). Jlpyrue
HapyUICHHs OPTaHOB
MIUIIEBapEHUs IOCIIe
MEJIMIMHCKHX MTPOLEAYP, HE

Manbabcopoumu. IlocTpe3eKMOHHbIH CHHAPOM KOPOTKOM KHIIKH.

MUIICBapCHUA




KJTacCU(HIUPOBAHHBIC B IPYTUX
pyOpuKax.

CHHAPOM KOPOTKON KUILIKU ITocTpe3ekMOHHbII CUHAPOM KOPOTKOM KHIIKU; HAPYLIEHNUE BCACBIBAHUS rpynmna Bbones3nu opranos K90.8, K90.9, K91.1
MOCIIC XUPYPrHICCKOr0 BMEIIATEIbCTBA, HE KIACCU(UIIMPOBAHHOE B APYTHX MUIIECBAPCHUS
pyOpHKax; CHHAPOM KOPOTKOM KUIIKH C BRIPaKCHHBIMU SBICHUSIMHU
MaJIbAWTECTUH ¥ MalTbabcopOInu
Jlepmatut reprieTHHOPMHBIA. Hepmartut repnetudopmusiii. bose3ns [lopunra HO30JIoTHYeCKast |Bose3Hu KOXKHU M ITOAKOKHOM L13.0
bosnesns ropunra dhopma KJIETYATKHU
Jlpyrue HapymeHnus, cBs3anHbie ¢ ([ puctiemn bose3np (mapuuaabHbIA aTbOUMHNU3M U TeMO(aromuTapHbIi rpymnmna Bone3nu Koy U IOIKOKHOK L81.6
YMCHBIICHUEM 00pa30BaHus CUHJIPOM, CHHJIPOM TapIHaIbHOTO albONHU3MA-UMMYHOIC(DUIINTA, KIICTYATKU
MeJlaHMHa Chediak-Higashi like syndrome)
I'panynomaro3 Berenepa I'panynomaro3 Berenepa Ho30J0rHYecKas |boye3Hn OpraHoB JAbIXaHUs M 31.3
¢dopma
IOnomeckuii apTpur ¢ IOnomeckuil apTpur ¢ cucteMHbIM HadanoM, a Takxke CINCA Cunapom rpynmna Bone3nu koCTHO-MBIIIEUHON MO08.2
CHUCTEMHBIM HAYaJIOM (xonmomoBas nuxopanka, cuaapom Mykie-Benca) CUCTEMBI U COCITUHUTEIBHOM
TKaHU
[TonmapTepuuT ¢ mopakeHuEM Yepmxa-Ctpocca HO30JI0THYeCKast |bose3Hr KOCTHO-MBIIEYHOM M30.1
nerkux [Yepmka-Ctpocca). dhopma CHUCTEMBI U COSTUHUTEILHOMN
TKaHU
CHHIIPOM JYTH a0PThI Cungpom ayru aoptel [Takascy] Ho3osiornyeckas |bone3sHu KOCTHO-MBIIIEYHOU M31.4
¢dopma CUCTEMBI U COCITUHUTEIBHOM
TKaHU
Bonesns bexuera Bbonesns bexuera Ho3osiornyeckas |bone3sHu KOCTHO-MBIIIEYHON M35.2
¢dopma CHCTEMBI H COeTMHUTEIBHOM
TKaHU
dubpoaucIIazus Bbonesns MronxeiiMepa [Iporpeccupyromnmii OCCUPUITUPYIOTIHA MAO3UT Ho30JIoTHYecKass |boie3Hu MpIT Meé61.1
occupuIEpyromas IMapaoccanbHas reTepoTunuaeckas occudukaims «bojae3sHp BToporo ¢dopma
IIporpeccupyromas CKeJeTay
Jpyroii XxpoHUUeCKHii XpoHUUECKUI MyITbTU(POKATBHBIH OCTCOMUEITHT (CHHAPOM MaKUuI) Ho3osiornyeckas |bonesHu KOCTHO-MBIIIEYHON M86.6
OCTCOMHEIUT ¢dopma CUCTEMBI U COCITUHUTEIBHOM
TKaHU
Myskckoe 6ecriioiie a300CTIepMUS HACIeCTBEHHBIE ()OPMBI rpymnmna Bbone3nn modenonoBoi N46
CHCTEMBI
Bpoxxnenusie anomanuu (mopoku |OTCYTCTBUE paxyKKH. AHUPHIIAS. HO30JIOTHYECKast |BpokaeHHbIe aHOMAaTHH Q131
Pa3BUTHsI) IEPETHETO CEIMCHTA ¢dopma (TIOpOKH pa3BUTHSI) IEPEITHETO
riasa CErMCHTA TJia3a
BpoxneHnHast aHoMamus Bonesns JleHerpa (cemelinas nporpeccupyromias cepacuHas 0okana) HO30JIOTHYeCcKas |BpoaeHHbIC aHOMATUHI Q20.9
CepJICUHBIX KaMep U COCTMHEHUI dhopma [mopoku kpoBH], edopmarr
HEYTOYHCHHAS ¥ XPOMOCOMHEBIE HApYIICHHS
Bonesns I'mpmmpysra. Bbonesns 'mpmmpyHra. AraHriImoHo3. BpoxaeHHBIH (araHTIINO3HBIN) rpymnmna BpoxneHnHbie aHoMaTuu Q43.1
AraHrnmoHo3. BpoxaeHHbIiI METaKOJIOH [mopoku kpoBH], edopmarr
(araHrMo3HKBIN) MEraKoJIOH ¥ XPOMOCOMHBIC HAPYIICHUS
Kucrosnast 6051e3Hb o4ek MOJIUKUCTO3 TTOYCK PEIIECCUBHBIN rpyrmma BpokieHHbIC aHOMATUN Q61

[mopoku kpoBu], nedopmaryn
1 XPOMOCOMHBIE HAPYIICHUS




Hpyrue BpoxxacHHbIC aHOMaU | KiTtounmyHO-uepernHoi Au30¢T03. BpOsKICHHBII JT0KHBIA CYyCTaB KIIFOYHUIIBI rpyrmma BpokieHHbIC aHOMATUN Q74.0
BEpXHEH KOHEYHOCTH(CH), Hedopmanus Manenynra. JlydenokreBoir cuHocTo3. Jedopmanus [mopoku kpoBH], nedopmarun
BKJTIOYas TUICYEBOH MOsIC npenrens ¥ XPOMOCOMHEBIE HApYIICHHS
AXOHJIpOIUTa3usl. AXOHIIPOIIIa3usl, TUITOXOHAPOTIA3HS rpymnmna BpoxneHnHbsie aHoMaTuu Q774
lMumoxoHapoTUTa3us [mopoku kpoBH], edopmarr
¥ XPOMOCOMHEBIE HapYIICHHS
Jucrpodurueckas qucruiazus BposieHHbBIC aHOMATUH
AHayKceTuueckas IUCIIa3us [mopoku kpoBu], neopmaryn Q77.5
1 XPOMOCOMHBIE HapyILICHUS
[IceBnoaxonaporiazus Ho3o0JIornYecKkas |BpoxineHHble aHOMaIuu Q77.8
dhopma [mopoku kpoBH], edopmariir
¥ XPOMOCOMHEBIE HApYIICHHS
Hesagepiennsrii ocreorenes Hezasepmennsiii ocreorenes (HecoBepieHHBIH ocTeoreHes) rpymnma Bpoxnennbsie anHomanuu Q78.0
[mopoku kpoBu], nedopmaryn
1 XPOMOCOMHBIE HapyILICHUS
Cunnpom Dnepca-Jlanino Cungpom Dnepca-Jlannoca rpymnmna BposkneHnnbie anHomManuu Q79.6
[mopoku kpoBu], neopmarn
¥ XPOMOCOMHEBIE HApYIICHHS
BposkieHHBII HXTHO3 Bpoxnennsriii nxtro3s (pasusie Gopmsl), CHILD curmpom, rpymnmna BpoxneHnHbsie aHoMaTuu Q80
[mopoku kpoBH], edopmarr
1 XPOMOCOMHBIE HapyILICHUS
Bynnesnstit anuaepmMonus HacJIeICTBEHHBIH(BPOXKICHHBII) OYJIe3HBIN SIHIEPMOIIN3) Ho30J0rHuecKas |BpoxaeHHbIe aHOMATUN Q81
¢dopma [mopoku kpoBu], neopmarmn
1 XPOMOCOMHBIE HapyILICHUS
OKTonepMabHas AUCIUIA3HS OKTomepMabHas AUCIUTA3HU aHTUAPOTHIECKas X-CLEeIUIeHHAsT, CHHAPOM HO30JI0THYecKas |BpojxieHHbBIe aHOMAITIH, Q82.4
(B) rumorumporudeckas, X- Kpucra-Cumenca-Typena dhopma nedopMaIny ¥ XpOMOCOMHEIE
CIeTIICHHAS HapYIICHHUS
Jpyrue yTouHeHHbIE bryma Curnpowm, Jluckepato3 BpOKACHHBIH (KOHTCHUTAIBHBIA JUCKEPATO3), rpymnma Bpoxnennbsie anHomanuu Q82.8
XPOMOCOMHBIE aHOMAJTHH CHHJIPOM OHHMXO-TPUXOJAUCIIIIA3UN U HEUTPOIICHHH, [mopoku kpoBH], nedopmaruu
1 XPOMOCOMHBIE HapYILICHUS
Heitpodubpomaros I tuma Hetipopubpomaros I tuna Ho3o0JIornYecKkas |BpoxneHHble aHOMaIuu Q85.0
dhopma [mopoku kpoBH], nedopmariu
¥ XPOMOCOMHEBIE HApYIICHHS
TyGepo3HsIii ckiepo3 Ty06epo3Hslit ckiepo3, bonesnb bBypHeBmLs HO30JIOTHYEeCKast |BpokaeHHbIe aHOMAaTHI Q85.1
dhopma [mopoku kpoBH], edopmarr
1 XPOMOCOMHBIE HapyILICHUS
Hpyrue gpakoMaTo3sbl, HE Bonesns ¢pon-Xunmnens-JIunnay, Cuaapom: Ho3o0JIornYecKkas |BpoxineHHble aHOMaIuu Q85.8
knaccudupoBanusle B 1pyrux | [lefitna-Erepca ¢dopma [mopoku kpoBu], neopmarmn
pyOpukax * Ctpamka-Bebepa 1 XpOMOCOMHBIC HAPYIICHHS
CHHIPOMBI BPOKACHHBIX Cunppowm 'omsaenxapa rpymma BpoxneHHBIE aHOMATHHT Q87.0

AHOMAJINH, BIIUSIONIAX
MIPEVMYIIIECTBEHHO Ha BHEITHUH
BUJI JILA

Cungpom Mebuyca

CuHIpOM 0po-darnuanbHO-TUTHTATBHBINH

Cunpnpom Pobena

CunppomTpeuepa Konnmunsa, Cunapom Beitna-Mapkesanu, Cuaapom
Kpy3ona, cuanpom Cerpe-XoTueHa, curapom rpuma Kabyku (cuaapom
Huwnkassl-Kypokwn)

[mopoku kpoBH], edopmariir
¥ XPOMOCOMHbBIE HAPYILICHHUS




CHHAPOMBI BPOKAEHHBIX Cunnpom Apckora (Aapckora-Ckorra CuHAPOM) rpymmna BpoxneHHble aHOMATUN Q87.1
AHOMAJIUH, MPOSIBIISIIOIINXCS Cungpom Kokkeitna [mopoku kpoBH], nedopmarun
MIPENMYIIEeCT BEHHO Cunppowm /e Jlanre ¥ XPOMOCOMHEIE HapyIICHHUS
KapIIMKOBOCTHIO Cunnpom Jly6oBuima
Cunnpom HyHan
Cunppoum Ilpanepa-Bumnu
Cunnpom Poounosa-Cunbsepmena-Cmura
Cunppom Paccena-Cunbsepa
Cungpom Cmura-Jlemnu-Onuia
CHHIPOMBI BPOKIACHHBIX Cungpom Xoara-Opama rpyrma BposkaeHHBIC aHOMATUH Q87.2
aHOMAJTNH, BOBJIEKAIOIIINX Cungpom Kmunmens-Tpenone-Bebepa [mopoku kpoBH], edopmarr
MIPEeNMyIIecTBEHHO KOHEYHOCTH |CHHIPOM OTCYTCTBUS (HEIOPA3BHUTHUS) HOTTEH-HAIKOICHHIKA ¥ XPOMOCOMHEIE HApyIICHHS
Cunnpom PyOunmreiina-Teiion
CHHIIPOM CUPEHOMENNH [CPALEHUS HIPKHUX KOHEYHOCTEH |
CHHAPOM TPOMOOIIMTOIICHUH C OTCYTCTBHEM JIyueBoil koctu [TAR]
Cunnpom VATER, BpoxIeHHAs KOHTPAKTYpHAs apaXHOAAKTHIIHS
(curnmpom buca)
CHHIPOMBI BPOKACHHBIX Cungpom: rpyrma BposkaeHHBIC aHOMATUH Q87.3
AHOMAJIUH, MPOSIBIISIIOIINXCS * bexkBura-Bugemana [mopoku kpoBH], nedopmauu
N30BITOYHBIM POCTOM * Cotoca ¥ XPOMOCOMHEBIC HAPYIIICHHS
[ruranTu3MoM] Ha paHHHUX dTanax |* YuBepa
pa3BUTHA
Cunnpom Mapdana Bonesns Mapdana HO30JIOTHYEeCKast |BpokaeHHbIe aHOMAaTIHI Q874
dhopma [mopoku kpoBH], nedopmariu
¥ XPOMOCOMHEBIE HApYIICHHS
Jpyrue yrouneHusle cuHApoMbl  |Bunbsmca cunaapom, Cunnpom Crukiepa, CHHIpOM: rpymma BpokieHHbBIC aHOMATUH Q87.8
BPOXIEHHBIX aHOMAJIUH, HE * Anbnopra [mopoku kpoBu], neopmarmn
kinaccuuImpoBanHbie B Apyrux |* Jlopenca-MyHa-bumis ¥ XPOMOCOMHEBIC HAPYIIICHHS
pyOpukax * 3enBerepa (LlenpBerepa), a Takxe cuaagpoM LEOPARD
Jpyrue yTouHeHHbIE Cunppom rpuma Kabyku, curapom Kabyxu, cuaapom Humnkaser-Kypoxun HO30JioTHYecKas |BpoxkieHHble aHOMaIuu Q89.8
BPOXKICHHBIE aHOMAaJTUH dhopma [mopoku kpoBH], edopmariir
¥ XPOMOCOMHEBIE HApYIICHHS
Jlenemust KOPOTKOro Ie4a CunapoMm [00JIe3Hb | KOIIaYbero Kpuka, CHHIpoM JlekeHna HO30JI0THYeCcKas |BpoaeHHbIC aHOMATUH Q934
XPOMOCOMEI 5. ¢dopma [mopoku kpoBu], nedopmarn
¥ XPOMOCOMHBIC HAPYIICHHS
Jpyrue nenenuu yactu cuHIIpoM AHrenbMaHa (CHHIPOM DHIeIbMaHa) HO30JI0THYeCcKas |BpoaeHHbIC aHOMATUH Q93.5
XPOMOCOMBI dhopma [mopoku kpoBH], edopmariir
¥ XPOMOCOMHEBIE HApYIICHHS
Jlpyrue anomanuu XxpomocoMm, He |['epmadponntism uctTuHHbIH, Jlomkas X-xpomocoma. CHHIPOM JTIOMKOH X- rpynmna Bpoxnennbsie anHomanuu Q99
KJIaCCH(UITUPOBAHHBIC B APYTHX  |XPOMOCOMEBI [mopoku kpoBH], nedopmauu
pyOpuKkax ¥ XPOMOCOMHBIC HAPYIICHHS
310KayecTBEeHHAsI TUIIEPTEPMHUSI HO30JI0TMYecKas |3I0Ka4eCTBEHHAs T88.3
¢dopma TUIEPTEPMHS, BBI3BAHHAS
aHecTe3uei
Hedpotrueckuii cuaapom Bonesns muroTHOTO 0canka (MemMOpaHO3HO-TIpOIH(epaTHBHBII rpymma Bbone3nn modenonoBoi NO4

riomepynonedput, tun 2) C3 rmomepynomnatus (MemOpaHO3HO-
nposindepaTUBHbIN riomepynonedput, Tin 1 u 3 wim BAY)
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