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B EBpone peakumu cuutalotca 3abonesaHus, nopakaouwme meHee 1:2000 B 110601 AaHHbIA MOMEHT
BpPEeMEHMN.
O B CLLUA pepkumu cumtatotca 3abonesaHus, nopaxatowme meHee yem 200 000 yenosekK B nt060ii AaHHbIN
MOMEHT BpEMEHU
d CornacHo aaHHbIMm BO3 pegkue 3abonesaHma BcTpeyatoTca ¢ yactortoin ot 1:15 000 go 1:1 000 000
O 80% penkunx 3abonesaHnit ABNAIOTCA reHETUYECKN-AeTEPMUHNPOBAHHBIMM
O 50% peaknx 3abosieBaHMi BCTpeYatoTcs y AeTen
1 OcHoBHble npobnembl
* HepoCTaTOK HAayYHbIX 3HAHUM N MHOPMALMM YaCTO NPMBOAUT K 3aN034a/10M AMAarHOCTUKe
* Bbonblwoe pa3zHoobpasue 3aboneBaHNI NPU OTHOCUTENBHO «OBbIMHOM» CUMNTOMATUKE, MAaCKUPYHOLLEN

OCHOBHOe 3aboneBaHue, BeaeT K AMAarHOCTUYEeCKUM OLMBKam

 MeauumHCcKana NnoMoLlb ANA NAUMEHTOB C peaKUMK 3a601eBaHUAMN BO MHOTUX PETMOHAX
MafioA0CTyMnHa, YTo Co34aeT colmaibHble N PUHAHCOBbIE NPO6AEMbI B MePBYIO ovyepeab ANs

naUuneHTOB

Denis A et al. A comparative study of European rare disease and orphan drug markets. Health
Pol 2010; 97: 173-179USA Rare Disease Act 2002

Nguengang Wakap, S., et al., Estimating cumulative point prevalence of rare diseases: analysis of the Orphanet database. p 28 d)EBpaﬂﬂ 2021
Eur J Hum Genet, 2020. 28(2): p. 165-173.




MUHWUCTEPCTBO 53 Bepcwa ona Nixgei C orpadr4eH1eM no 2peHnm

30PABOOXPAHEHWA
POCCUNCKOW ®ELEPALMA Kateropuum:
BonesHun KoXXun 1 NoAKOXKHOM KNEeT4aTKn
MwnkKo3bl
rOPAYAL NMIMHNG  HOBOCTWM  MWHWCTEPCTEQ - GAHK OOKYMEHTOE  OBLLECTEBEHHAS MH HoBoo6pa30BaHus

3/10KaYyecTBeHHblE HOBOOOPA30BaHMA KOXKM

3/110KayecTBeHHblE HOBOOOPA30BaHMSA r0JIOBHOrO MO3ra

BosiesHu KpoBK, KPOBETBOPHbIX OPraHOB M OTAE/NbHblE HapyLLIEeHUA,
BOBJ/IEKAIOLLNE MMMYHHbI MEXaHU3M

7. HapylweHua cBepTbIBAEMOCTM KPOBM, Nypnypa u apyrue

Hepequb penkux (opdaHHbIX) 3aboneBaHn remopparuyeckue CocTonHMS

Mepesiers, Mursapas Poccuw, 04 mapta 2021 8. BbonesHu sHAOKPUHHOM CUCTEMbI, PACCTPOMCTBA NMUTAHMUA U HAPYLLUEHUS

) X _ . obmeHa BelLlecTB
MNepedeHs pegkkx (opdand:n) 2afonesaqvii ot 4 mapTa 2021 ropa . .
9. MNcuxmyeckue PaCCTpoOUCTBA N PACCTPOUCTBA NoBeaeHNA

10. BonesHu HepBHOWM CUCTEMDbI

11. [Apyrue BocnanuTenbHble NOAMHENPONATUN
12. bonesHu rnasa un ero NpUAATOMHOro annapara
13. [Apyrue 6onesHn cepaua

MEPEYEHL PEOKWX (OPDAHHBIX) 3AB0NTEBAHMM

 Yimbmip ™ -

|'Il

Mepeuers_opbanos_04.03 2021 14. BonesHu cmcTemMbl KpOBOOOpaLLEHMA

15. bonesHu opraHoOB AbIXaHUA
XLSX,51.2 Kb 16. bonesHu opraHOB NULEBAPEHUA

17. BonesHu KOCTHO-MbILLIEYHOM CUCTEMbI U COEANHUTENBHOM TKAHU

18. bonesHun mbiw,

19. bonesHu mo4enos0BOMN CUCTEMDI

20. BpoxkaeHHble aHOManK (MOPOKM Pas3BUTMA) NepeaHero cermeHTa rnasa
Mepeuens_opdansix_sabonesanni_23.06.2021 21. BposKAeHHble aHOMaMK [NOPOKK KpoBu], AePopmaLMm n XpOMOCOMHbIE
XLSX,51.4 KB HapyweHuA

22. XpOMOCOMHbIE aHOMa/INKU, HE KNacCMPULUMPOBAHHbIE B APYrMX pybpurKax
OnvBnMKosaH 04 ManTa 2021 15:40 23. 3n0KauyecTBeHHas rmnepTepmus, Bbi3BaHHAA aHecTe3newn



NepeueHb peaknx (opdaHHbIX) 3aboneBaHnit onybanKosaHHbIN Ha cante M3 PO 23.06.2021 sBkatoyaer 267

3abonesaHum

CornacHo MKB-10 3aboneBaHusa, oTHOCALMECA K KaTeropumn «bonesHn mouyenosioBoi cucTtembl», KOAUPYIOTCA
nutepoii N, K 3Toi KaTeropmm oTHOCATCA BCEro Tpu Ho3onoruueckue ¢opmbl/rpynnol

3abonesaHune/ CMHOHUMbI U Ha3BaHUA peaKkux bonesHew, Ho3onormnyeckas Kateropua Kog no

rpynna no MKB- |npuHATbIE B pYCCKOA3bIMHOM nnTepaType U dopma/rpynna MKB-10

10 CMpaBOYHMKAX, BXOAALME B AaHHYIO rpynny bonesHewn

NepBUYHan OKcanos Ho3onorunyeckas bonesHu N 20

rmnepoKcanypua dopma MO4Y€enonoBo

| TMna W cuctembl

My>»Kckoe A3oocnepmusa HacneacTBeHHble GOpPMbI [pynna bonesHu N 46

6becnnoaune MOYENno10BOM

CUCTEMbI

HedpoTtnuecknia | bonesHb NIOTHOrO ocagKa Npynna bonesHu N 04

CUHAPOM (Mem6paHo3HO-NponandepaTUBHbLIN MOY€Eenoa0BO
rnomepynoHedput, Tmn 2) C3 U cuctembl

rnomepynonatmna (MembpaHosHo-
nponndepaTtuBHbIN romepynoHedpur,
™n 1u 3 unn by

JlononHeHHbIl nepeyeHs pedKux (opgpaHHbIx) 3ab6onesaHuli,onybauko8aHHbil Ha calime M3 P® 23 uroHsa 2021 a.




Okcanos

KpVICTaIIfI bl OKCa/Z1aTa KaJ/ibLUUA

®omoepaghus A. Fogo



®omoepacghuu u3 apxusa aemopa
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MMIH, 6onesHb



U 310 BCE?

Jd MoxHo 6b1s10 6bl caenatb coobweHme Ha Temy C3
rIomepynoHePpuTa, MNOCKONbKY TEMa NEPBUYHON TMNEPOKCANYPUN
PACKPbITA Ha CEeCCUU NO NeanaTPmUYeCcKkon Hepponormm

. Ho toraa v Tema goknana aonxkHa 6bina 6bl HasbiBaTbea «C3
[TIOMepynonaTumn», Kak ato Obbl10 caenaHo Ha OAHOM U3
npeablayuwmx KoHbepeHumnmn, Kpome Toro, Tema «C3
rIOMepynonaTv y AeTem» TakKe packpbiTa Ha ceccuu no
neanaTpmuyeckomn Hepponormm

J Moatomy npegnpmvmem pacliMpeHHbI NOUCK MO CMUCKY Ha3BaHWUM
3aboneBaHn 1 rpynn, U NOCTapaeMca BbICTPOUTb JIOTUKY

d 370 oKa3anocb Henerko...



JlononHeHHbIl nepevyeHs pedkux (opghaHHbIx) 3a6onesaHull,onybauxko8aHHbil Ha calime M3 PO 23 uroHs 2021 .

domoepacgpus u3 apxuea aemopa

CMHOHMMBbI M Ha3BaHUA peakux bonesHen _
f;f.—?::iiwe/ NPUHATbIE B pyccxon3blqﬁ)—|oﬂ1;| nuTepartype VI, Hosonorueckas rarerops TSA oMb
MKB-10 CNpaBOYHUKAX, BXOAALWME B AAHHYIO cbop:v\a/rpyluma

iy b6onesHewn
Amunnonaos CemeliHasa cpeam3eMHOMOpPCKan Mpynna BonesHu E85.0, E85.2,

Anxopagka (nepnoauueckasn 6onesHb), 3SHAOKPUHHOM E85.4, E85.8,
Mepnognyeckmm CUHAPOM, CUCTEMDI, E85.9
aCCoOUMMUPOBAHHbIN C peLenTopom paccTpoKcTBa
daKkTOopa Hekpo3a onyxosen (TRAPS — AUTAHMA U
myTaumm TNFRSF1A). HapyweHna obmeHa
BELLLECTB
FOHOLWwecKni FOHOLWeCKNIM apTPUT C CUCTEMHbIM bonesHn KOCTHO- MO08.2
apTpUTC Ha4anom, a Takke CINCA CuHapom MbILLEYHOMN CUCTEMDI
CUCTEMHbBIM (xonopmoBas anxopaaka, cuHapom MyKkne- N COeANHUTE/IbHOM
Ha4Ya oM Benca) TKaHU 5




LHon

3abonesaHne/  |cyyonMMbI M Ha3BaHNSA peaKkux bonesHen, Ho3onorunueckas | kateropus Koa, no
rpynna no MRb- |nnpnateie B pycckossbluHoli anTepatype u dopma/rpynna MKB-10
10 CMpPaBOYHUKAX, BXOAALLME B AaHHYIO rpynny 6onesHewn
[pyrue NMonnknoHanbHasa rMneprammarnobynnHemms, Mpynna BonesHun D89 (D89.0,
HapyLweHUa C KpnornobynnHemus, KpOBM, D89.1, D89.2,
BOB/IEYEHMNEM MneprammarnobynmHemmna HeyTodHeHHas, [p. KposeTBOpHbIx |D89.8, D89.9)
MMMYHHOTO YTOYHEHHbIE HapYyLL. C BOB/JIeYEHUEM OpraHoB U
MEXaHU3Ma, He  [MMMYHHOIo MexaHu3ma, He Knaccud. B Ap. oTAeNbHble
kKnaccmd B Ap. pybp.,HapyweHne BoBaeKatOWEE MMMYHHbIN HapyLleHua,
pybp: MEXaHU3M HeyTOYHEHHOoe, runep IgD cuHapom, BOB/IEKaloLLMeE
runep IgM curgpom. Katactpodpumyeckmi MMMYHHbIM
aHTNPochoONNNMUAHBLIA CUHAPOM MexXaHU3M

O/1HEHH®bI U

®omoepacghuu u3 apxusa aemopa




3abonesaHne/ |[CMHOHWMbI M Ha3BaHUA peaKkux bonesHewn, Ho3onornyeckas | Kateropua Koa no MKB-
rpynna no NPUHATbIE B PYCCKOA3bIYHOWN INTEPATYPE U dopma/rpynna 10
MKB-10 CNpPaBOYHUKAX, BXOAALLME B AAHHYIO rpynny bonesHen
ATUMUNYHBIN ATUNUYHBIA FreMOJIUTUKO-YPEeMUYECKUA CUHAPOM [pynna BonesHu Kposw, D59.3
FeMOUTUKO- KPOBETBOPHbIX
. OpraHoB U
YPEMUHECKNN OTAe/bHble
CMHApPOM HapyLwweHus,
BOB/IEKaOLLMNE
MMMYHHDbI
MexaHU3M
MpunobpeTeHHan [MeAnkameHTO3HaA ayTOUMMYHHaA reMouTHYeckas Mpynna BonesHu Kposy, D59 (D59.0,
reMOAUTUYeckas/PHEM1A [p. ayTOMMMYHHbIE FeMOJIUTUYECKNE AHEMMUMU, KPOBETBOPHbIX D59.1, D59.2,
MegMKaMeHTO3Hana HeayTOMMMYHHaA reMoIMTUYECKan OpPraHoB W OTAENbHbIE
dHEMUA. aHemua, [lp. HeayTOMMMYHHbIE FreMONUTUYECKME aHeMUM, HapyLleHus, D59.3, D55.4,
feMornobuHypua BCneacTBME remon3a, BbI3BaHHOTO Ap. BOB/IEKatoLLMe D59.6, D59.8,
BHELWHMMM NPUYMHAMMU, FEMOJIMTUKO-YPEMUYECKNIA MMMYHHbIA MEeXaHU3M D59 9)
CMHAPOM, Bbi3BaHHbIW 3HTeporemopparuydeckou E.coli, '3
BonesHb (cMHAPOM) x0noa0BOM arrtoTUHaUMK, Ap.
NpMobpeTeHHble remonuTuyeckme aHemuu, NpruobpeTteHHasn
reMoINTUYECKasa aHeMMA HeYTOYHEHHas

JlononHeHHbIl nepevyeHb pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbil Ha calime M3 P® 23 uroHs 2021 e.

®omoepacgpus u3 apxuea aemopa




3abonesaHue/ CMHOHMMbI U Ha3BaHUA peakux bonesnen, |Hosonornyeckan| Kateropuma Kog no
rpynna no MKB-  |npuHATbie B pyccKoA3bIYHOM nnTepaType 1 | popma/rpynna MKB-10
10 CNpaBOYHMUKAX, BXOAALLME B AAHHYIO rpynny bonesHewn
TpomboTnueckaa |bonesHb MowkKosuLa, CUHAPOM bosie3Hu KOoCTHO- M31.1
TpombouutoneHun- |MoLwkoBMUa MbILLEYHOM
Ho3sonornyeckas
yecKasa nypnypa CUCTEMDI U
dopma .
coeAnHUTEeNIbHON
TKaHWU

SRR
e *e\
d

JlononHeHHbIl nepeyeHs pedkux (oppaHHbIx) 3ab6onesaHuli,onybauKko8aHHbIl Ha calime M3 P® 23 uroHs 2021 a. domoepaguu uz apxusa asmopa



3aboneBaHne/ [CUHOHMMbI M Ha3BaHUA pPeaKknx bonesHen, Ho3onornyeckaa | Kateropusa Koa no
rpynna no NPUHATbIE B PYCCKOA3bIYHOWN INTEPATYPE U dopma/rpynna MKB-10
MKB-10 CNpPaBOYHUKAX, BXOAALLME B AAHHYIO rpynny bonesHen
BonesHb bone3Hb bexyerta Ho3onormnuyeckaa | BonesHu KocTHO- M35.2
BexuyeTa popma MbILLIEYHOMN CUCTEMDbI

N COeANHNTENBHOMN

TKaHW
CuHApOM CuHapom ayrmn aopTbl [TaKkascy] BonesHun KocTHo- M31.4
AYTN aopTbl Ho3osormnuyeckas MbILLIEYHOM CMCT:EMbI "

cbopN\a coeagnHnTenbHOM
TKAHW

JlononHeHHbIl nepevyeHb pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbil Ha calime M3 P® 23 uroHs 2021 e.

®omoepacghuu u3 apxusa aemopa



3aboneBaHne/ |[CMHOHMMbI U Ha3BaHUA peaKkux b6onesHen, Ho3onornyeckaa | Kateropusa Koa no
rpynna no NPUHATbIE B PYCCKOA3bIYHOW INTEPATYpPE U dopma/rpynna MKB-10
MKB-10 CNpaBOYHMKAX, BXoAALWME B AaHHYIO rpynny b6onesHen
[paHynematos ([paHynemaros BereHepa Hosonornyeckaa | BonesHu M31.3
BereHepa dbopma OpraHoB
AbIXaHNA
Nonnaptepunnt cMepaxa-Crpocca Ho3onornyeckaa |bO€3HM KOCTHO- M30.1
nopa*KeHnem dopma MbILLEYHOWN
JIerknx CUCTEMDI U
[HYeparka- coegnHUTENbHOM
Ctpoccal. TKaHU

LononHeHHsbIl nepevyeHs pedKux (opgaHHbIX) 3a60nesaHuli,onybaukosaHHsll Ha calime M3 P® 23 utoHAa 2021 e.

domoepacghuu u3 apxusa aemopa




6eTa u ramma-gensta Tunbl, lenato-aMeHanbHaa T-KneToyHas

3aboneBaHne/ |CMHOHWMMbI M Ha3BaHMA peakux 6onesHelr, |Hosonormnyeckas| Kateropus Koa no
roynna no MKB- [npuHATble B pyccKosasblMHOM nuTepaTtype n | popma/rpynna MKB-10
10 CnpaBoOYHUKaAX, BXOoAAWUNE B AaHHYIO rpynny bonesHewn
ﬂ,M¢d)y3Haﬂ MenkokneTouHasa (aupdysHas), MenKor.meTquaﬂ C I'pynna HOBOO6pa3OBaHWFI C83 (C83.0-
pacwenneHHbiMu aapamu (guddy3sHan);CmelwlaHHaa MenKko- u
HEXOAXKUHCKA [kpynHokneTouHas (anddysHas); KpynHoknetouHas (anuddysHas) C839)
peTuKynocapkoma; MmmyHobnactHas (guddysHas);
A numcboma NinmdobnacTHasa (andoysHan); HeguddepeHumpoBaHHasn
(anddysHas);niumdboma bepkuta, pyrmne Tmnbl ANPOY3HbIX
HEXOOXKKUHCKNX numdom; AnddysHana HEXOAKKMHCKAA nnmdoma
HEeyTOYHEeHHas
,Cl,pyrue TUMbI dKcTpaHoganbHasa NK/T-knetouHaa numpoma nckaodasa anboa- prnna HOBOO6pa3OBaHMFI C86 (C860-

T/NK-
KNEeTOYHOM
nMmeombl

numopoma ncknoyan anbda-6eta u ramma-gensra Tmneol, T-
KNeTo4yHaa NMmeoma KUMKW TUNa SIHTEepOonaTum BKAoYaa T-
KNETOYHYI0 IMMPOMY, aCCOLLMMPOBAHHYIO C IHTEpONnaTHeNn,
MaHHMKyAnTONoAo6Han T-kneTouHaa AMMPoma NOAKOKHOM A
Knetyatku, bnactHaa NK-knetouyHaa nnmopoma, t
AHrMonmmyHobnacTHasa T-kneTouyHasa AMmboma BKAOYaA
QHTMOMMMYHOBNACTHYIO NMMmbaseHonaTmio ¢
ancnpoTtenHaHemueit (AILD), MepBryHbIe KoXKHble CD30-
NO3UTMUBHble T-KNeTouHble inmdonponndepaTtuBHbie
3aboneBaHMA BKAOYAA AMMbATOMAHDBIN Nanynes, NepBUYHYIO
KOMHYHO aHanAacTUYeCKyto KpYMHOKAETOYHYIO AnMmdomy,
nepsBuYHYto KOXKHY0 CD30+ KpynHOKNETOUYHYIO T-KNETOYHYI
numdomy

®omoepaghuu u3 apxusa asmopa

LononHeHHsbIl nepevyeHb pedKux (opgaHHbIx) 3a60nesaHuli,onybaukosaHHsil Ha calime M3 P® 23 utoHsa 2021 e.

C86.6)




3abonesaHne/  |cyyonMMbI M Ha3BaHNSA peakux 6onesHeii, |Hosonornueckas| RaTeropusa Koa no
rpynna no MRb- |nnpnateie B pycckossbluHol anTepatype m | dopma/rpynna MKB-10

10 CMpPaBOYHUKAX, BXOAALLME B AaHHYIO rpynny bonesHen

Npyrue u Jlumpocapkoma, B-knetouHaa nmmdpoma Mpynna HosoobpasosaHua | C85 (C85.0,
HEYTOUYHEHHbI [HEYTOYHEHHasn, [lpyrne yToyHeHHbIe TUMbl C85.1, C85.7,
TUNbI HEXOAKKUHCKOMN NMMEPOMbI, C85.9)
HEXOMMKKUHCKOM [HEXOAMKKMHCKAA IMMPOMa HEYTOUHEHHAH,

NMMm$oMbl 6onesHb KactnemaHa

LononHeHHeoIl nepevyeHs pedKux (opdaHHbIX) 3a60nesaHuli,onybaukosaHHbll Ha calime M3 P® 23 utoHA 2021 e.

®omoepacghuu u3 apxusa aemopa



3aboneBaHne/ |CMHOHMMbI U Ha3BaHUA PeaKkux b6onesHen, Ho3onornyeckaa | Kateropua Koa no
rpynna no MKB- |npuHATbIE B PyCCKOA3BIMHOM AnTepaType U dopma/rpynna MKB-10
10 CNpaBOYHMKAX, BXoAALWME B AaHHYIO rpynny bonesHemn
Jlnmpoma HoaynapHbin cknepos, CmelaHHo- Mpynna HoBoobpasosaHua |C81 (C81.1,
XoAXKKMHA K/NIETOYHbIN BapuaHT, JlumdonaHoe C81.2,
ncroweHue, Apyrue popmol nmpombl C81.3,
XoaKKuHa , inmboma XoaKKNHA C81.7,
HeyTOYHeHHasn C81.9)

Nm N

¥y \',"

JlononHeHHbIl nepevyeHs pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbill Ha calime M3 P® 23 uroHs 2021 e.

®omoepacghuu u3 apxusa aemopa




3abonesaHue/ CUHOHMMbI U Ha3BaHUA peakux bonesnen, | Hosonornyeckaa | Kateropua Kog no
rpynna no MKB-  |npuHATblE B PyCCKOA3bIYHOMN INTEPATYPE U dopma/rpynna MKB-10
10 CMPaBOYHMKAX, BXOoAALLUE B AAHHYIO rpynny bonesHen
MHoXecTBeHHasas |IMIHOXeCcTBEHHaA Mmuenoma, Mpynna HoBoobpa3oBaHuA Ca0
MUesIoMa U [Mna3smoKkneTouYHbIn NenKkos, NMaasmoumntToma (C90.0-
3/I0KQYeCTBEHHbIE [DKCTpameayNiapHan C90.2)
NNAa3MOKNETOYHbIE
HOBOObpa3oBaHUA:

JIU lambda

JlononHeHHbIl nepeyeHs pedkux (oppaHHbIx) 3ab6onesaHuli,onybauKko8aHHbIl Ha calime M3 P® 23 uroHs 2021 a. domoepaguu uz apxusa asmopa



3abonesaHne/  |cyyonMMbI M Ha3BaHNSA peaKkux bonesHen, Ho3onorunueckas | kateropus Roa no
rpynna no MRb- |nnpnateie B pycckossbluHoli anTepatype u dopma/rpynna MKB-10
10 CMpaBOYHMKAX, BXOAALLME B JAHHYIO rpynny b6onesHemn
3nokayectBeHHble|MaKkpornobynmHemusa BanbgeHcrpema, Mpynna HoBoobpasosaHua |C88 (C88.0,
nmmyHonponunde-bonesHo anbdPa-taxkenoix uenen, bonesHo C88.2,
paTUBHbIE raMmma-Ta*Kenbix uenew, C88.3,
bonesHu: NmmyHonponndepaTnHas 601e3Hb TOHKOTO C88.4,
KULEYHMKa, [lpyrue 3/710Kka4yecTBeHHbIe C88.7,
MMMYyHoNpoandepaTnuBHble 6onesnn, C88.9)
3/10Ka4YeCcTBEHHbIE UMMYHONPOANPEPaTUBHbIE
60/1€3HN HEYTOYHEHHbIE

e Y

JlononHeHHbIl nepevyeHs pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbill Ha calime M3 P® 23 uroHs 2021 e. ®omoepadghuu u3 apxusa asmopa




CUHOHUMBI N HA3BaHMA peaKux
3a60ﬂeBaH|\V;|E|?</5 10 6onesHen, NpuHATbIE B sy(f'(;KOHSquHOVI Hosonoruyeckas areropus :Aofsnfo
PYITE T - nutepar ’e N CNPaBOYHMKAX, BXOAALLME B opma/rpynna -
PaTyp P » BXOAAW 6onesHeln
NAHHYIO rpynny
[lpyrve yTouHeHHble  [BunbAmca cuHppom, CuHapom CTuknepa, | Mpynna BpoxaeHHble Q87.8
. aHOManuu [MOpPOKum
CUHAOPOMbI CuHpapom: P
BPOXKAEHHbIX ¢ AnbnopTa XDOMOCOMHBIE
aHOMaNnN, He ¢ JlopeHca-MyHa-bnana HapyLeHus

KnaccuduumpoBaHHbie | 3enBerepa (LlenbBerepa), a Takxe
B ApYrux pybpukax cnHgpom LEOPARD

KuncrtosHasa 6onesHb MONMKNCTO3 NOYEK peuLecCUBHbIN Mpynna BpoxaeHHble Q61
dHOMannum [I'IOpOKM

noyek
KpoBsu], aepopmaunu n
XPOMOCOMHbIE
HapyLleHuns

Tybepo3HbI cknepo3 [Tybepo3Hbii ckaepos, bonesHb Ho30/10rMuecKkaa |BPOXAeHHble Q85.1

aHOMa/InKN [NOPOKM
Kposu], aepopmaumm n
XPOMOCOMHbIE
HapyLeHuns

l|lbypHeBunNA dopma

LononHeHHoIl nepeyeHs pedKux (opghaHHbIx) 3a60nesaHuli,onybaukosaHHsIl Ha calime M3 P® 23 utoHA 2021 e.

®omoepacgpus uz apxusa asmopa



3abonesaHne/  |cyyonMMbI M Ha3BaHNSA peaKkux bonesHen, Hosonormueckas | Rateropus Koa no

rpynna no MR- \n5nathie 8 pycckoasbluHol AnTepaTtype u dopma/rpynna MKB-10

10 CMpPaBOYHUKAX, BXOAALLME B AaHHYIO rpynny 6onesHewn

KMUCTO3HbIN MykoBucunaos, Kuctosmbii prbpos c bonesHun E84

dbnbpos NNEeroYHbIMU NPOABIEHUAMM SHOOKPUHHON E84.0
KncTto3HbIM prnbpo3 ¢ KneyHbIMU CUCTEMBI, ES4.1
npossneHnAmMnU. MeKoHMEBbIN uneyc Ho3onoruyeckasa| paccTtponcTea (P75)
KnuctosHbin ¢nbpos ¢ gpyrumu nposaBieHUAMM. dopma NMUTaHUS U E84.8
KnctosHbin ¢nbpo3 ¢ KOMOUMHUPOBAHHbBIMU HapyLLEHWS E84.9
NPOABAEHUAMM obMeHa
Kncto3Hbi pnbpo3 HEYTOUYHEHHbIN BELLEeCTB

JlononHeHHbIl nepevyeHs pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbill Ha calime M3 P® 23 uroHs 2021 e.

£

®omoepacghuu u3 apxusa aemopa




3aboneBaHne/ |CMHOHMMbI U Ha3BaHUA peaKnx bonesHen, Ho3onornyeckasa | Kateropua Kog no
rpynna no MKB- |npuHATbIE B PyCCKOA3BIMHOM AnTepaType U dopma/rpynna MKB-10
10 CNpaBOYHMKAX, BXoAAaLwmMe B AaHHYIO rpynny bonesHen
KpoHa 6onesHb [KpoHa 6onesHb Ho3onornyeckaa |bonesHM opraHoB K50
dopma nMuLeBapeHunsa
A3BeHHbIN KonnT |Hecneunduuecknm A3BeHHbIN KOAUT Hososnornyeckaa |bone3Hu opraHos K51
dopma nMweBapeHna
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JlononHeHHbIl nepeyeHs pedkux (oppaHHbIx) 3ab6onesaHuli,onybauKko8aHHbIl Ha calime M3 P® 23 uroHs 2021 a.

®omoepacghuu u3 apxusa aemopa




3aboneBaHue/ CMHOHUMbBI U Ha3BaHMA peakux bonesHen, |Hosonormyeckan| Kateropums Kog no

rpynna no MKB-  |npuHATbie B pyccKoA3bIYHOM nnTepaType 1 | popma/rpynna MKB-10

10 CNpaBOYHMKAX, BXOAALLME B AAaHHYIO rpynny 6onesHemn

CapKonaos Capkongos nerkux, Capkonaos Hosoobpa3zosaHua | D36 (D86.0,
numdartnyecknx y3nos, Capkongos nerkux D86.1,
C CapKoMao30M AMMPaTUYECKUX Y3108, Moynna D86.2,
Capkounpaos koxun, Capkomnaos ap. D86.3,
YTOUHEHHbIX U KOMOUHUPOBAHHbIX D86.8,
NoKanusaumia, Capkongo3 HeYyTOYHEHHbIM D86.9)

JlononHeHHbIl nepevyeHs pedkux (opghaHHbIx) 3a6onesaHull,onybauxkosaHHbill Ha calime M3 P® 23 uroHs 2021 e.

®omoepacghuu u3 apxusa aemopa




3aboneBaHne/ [CMHOHUMBI M Ha3BaHUA peakux bonesHen, Ho3onornyeckasa | Kateropua Kog no MKB-
rpynna no NPUHATbIE B PYCCKOA3bIYHOW INTEPATYPE U dopma/rpynna 10
MHKB-10 CMPaBOYHMKAX, BXoAALLME B AAaHHYIO rpynny 6onesHen
bonesHn [NuKoreHo3bl. bonesHb I'MpKe ( [NuKoreHos [pynna bonesHn E74.0
HaKonJaeHuma 1a, 18 TMI'IOB), 6onesHb Nomne (I'IIMKOFeHO3 2 SHAOKpMHHOﬁ
[IMKOreHa TMna), bonesHb Kopu n bonesnb Popbca CUCTEMDI,
(rnnkoreHos 3a, 38 TMNoB) , bonesHb paccTpoicTBa
AHaepceHa (rnnkoreHos 4 Tmna) , 6onesHb AUTaHNA U
Mak Apans (rnmkoreHo3 5 tmna) , bonesHb HapyLUeHMA
[epca n HegoctaTouHOCTb dochopuniasnl obMeHa
neyeHu ( rankoreHos 6), bonesHb Taypu BelLlecTs
(rnMkoreHos Tmn 7). A TaKkxe :
HEeA0CTaTOYHOCTb [JIMKOreH CUHTA3bI
nevyeHou4Hasa ( MmkoreHos tmn 0 ), MKoreHos
TMN 9, cuHapom PaHKoHU-BUkKensa
HapyweHua LnctnHo3. LnctuHypua. bonesHb XapTHyna, | Mpynna BonesHu E72.0
TpaHCNopTa CuHgpom pge Toun-Alebpe-DaHKOHMY, 3HAOKPUHHOWM
aMUHOKUKCNOT. |CuHapom PaHKoHU(-ae ToHu)(-Oebpe). CUCTEMDI,
bonesHb XapTHana. CuHgpom Jloy. paccTpoicTea
NUTAHUA U
HapyLeHuns
obmeHa
BELWecTs

JlononHeHHbIl nepevyeHb pedkux (opgaHHbIx) 3ab6onesaHuli,onybauko8aHHbil Ha calime M3 P® 23 uroHs 2021 a.




CUHOHUMbI 1 HA3BaHUA peaKknx
3abonesaHue/ " PEA ) Ho30/10rMuecKas KaTeropusa Kog no
rovina no MKB-10 |6one3Hen, npuHATbIE B PYCCKOA3bIYHOM MKBE-10
NTEPATYpPE U CNPaBOYHUKAX, BXOAALLNE B d)opma/rpyrlrla
’ b6onesHemn
NAHHYIO rpynny
BonesHb Pedcyma  [PON1€3HE Pedcyma knaccuueckan Hosonornueckas | Bonesim weperoit G60.1
CUCTEMDI
dopma
NedeKTbl anbda-maHHO31A03, 6eTa-MaHHO3K403, CUaNnao3, Mpynna BonesHn s3HAOKPUHHO E77.1
ranakTocnmannaos, dbykosnaos, CMCTEeMbl, paccTpoiicTBa
Aerpajaunn acnapTUAI/IIOKO3aMUHYPUSA NUTAHWA W HApyLLeHUA
[JIMKONPOTEeNa08B ObmeHa Beects
Lpyrue bonesHb Pabpu(-AHgepcoH), bonesHb Mayyepa Mpynna Bone3HM SHAOKPUHHOIA E75.2
(bonesHb lowe), 6onesHb Kpabbe, bonesHb HumaHa- cMCTeMbI, PacCTPOMCTBa
COUHroNUNMAo3bl Muka (bonesHb HumaHHa-Muka Tmvn C, bonesHb MWTAHWA 1 HapyLIEHWA
HumaHHa-MuKa TMn A/B), obmeHa seluecTs
Cunapom Pabepa ( bonesHb Papbepa),
MeTaxpomaTmyeckan nemkogmctpoodums,
HeA0CTaTOMHOCTb CybdaTa3bl (MHOMKECTBEHHasA
cynbdaTa3Has HeAoCTaTOYHOCTb).
MyKononmcaxapM.ﬂIO?,’ CMlepOMbI: Ho3onormquKaﬂ Bone3nu 3HL|,OKpV|HHOl\/‘| E76-0
| . [ypnep CUCTEMbI, PacCTpoiiCcTBa
TUN I. . Typnep-Llleiie (I)OpN\a MUTaHUA U HapYLLIEHWS
Ulele obmeHa BellecTs
MyKononmcaxapMA03 CnHapom XaHTepa, CuHapom lyHTepa Ho3sonormnyeckas BonesHn sHAOKPUHHOM E76.1
CNCTEMbI, paCCTpOﬁCTBa
Il Tvna (I)OpN\a NUTAHWA U HapyLLEeHUA

obmeHa BellecTB

JlononHeHHbIl nepeyeHsb pedKux (opgpaHHbIx) 3ab6onesaHull,onybauxkosarHsili Ha calime M3 P® 23 uroHs 2021 ea.




JlnzocomHble 60ne3Hn C NopaxeHuem

Bone3Hb Pabpu (cduHronnnupos) fMukocpuHronununabl Kny6ouku, auctanbHbie MpotenHypusa, HeppoTUUECKUM
(rnoboTpmuaosunnuepamua) KaHaNbLlbl, UHTEPCTULUIA, CUHAPOM,
cocyabl TYy6yNOMHTEPCTULIMANIbHDIN

$unbpo3, cuHgpom PaHKOHM,
napanesbBUKa/ibHble KUCTbI

CuHgpom lypnepa MyKononuncaxapuabl Knyb6ouku MpoTenHypua, HeppoTUIECKU
(mykononucaxapunaos tuna | H) (rMMKo3amMHOINNKaHbI) CUHAPOM
I-kneTouHasa 6onesHb (MykoAnMnmuaos Mykononucaxapuasbl Kny6oukun MpoTenHypua, HeppPOTUYECKNIA
TmMna ll) (rMMKo3amMUHOTNMKaHbI) U CUHAPOM
chuHronmnuabl
BonesHb lowe (cduHronnnmnaos) rMukonnnuabl (rokouepebposna) Knyb6ouku MpoTenHypua, HebpOTUYECKUI
CUHAPOM
Cuannpos (Mykoannmaos tuna l) Onurocaxapugbl Knyb6ouku MpoTenHypua, HeppoTU4eCKni
CUHAPOM
BonesHb HumaHa-MNuKa Tvna A/B CduHrommenmH Knyb6ouku MpoTenHypua, HeppoTU4ECKU
(cdmnHronnnmupos) CUHAPOM
BonesHb Momne (rnkoreHos Tuna ll) FnMukoreH MpoKcMmanbHble KaHanbubl  CMHAPOM PaHKOHM
LnctnHos UunctuH MpoKcMmanbHble KaHanblbl, CUHAPOM PaHKOHM
MHTEPCTULNI, KNYDBOUKK
(peako)

AdanmuposaHo u3z Comprehensive Clinical Nephrology, 6th Edition, 2019



HakonneHue
MUKOCPUHronunnaos

Knybouku

KaHanbubl

ApTepunn, BeHbil,
Kanunnapsol

NlnmdaTtnyeckue cocyab!

Jlokanunsauus
Aeno3nUToB

J1Inzocomsbl NOAOLIUTOB,
KNE€TOK Me3aHrusa,

IHAO0TE/INAaNbHbIX K/1IETOK
U KNETOK NapUeTasbHOro
annuTenuA

JIN30COMbI KNeToK
ANUTENUA ANCTANbHbIX

OTAENOB KaHa/1bLUEB

JTInsocombil
9HA0TENMNANBHbIX U

MaagKomMblLeYvYHbIX
K/Z1ETOK

JInzocombl
3HAOTENINA/IbHbIX
KNeTOoK

CnepcrtBue

PacnnacTtbiBaHMe masiblx
OTPOCTKOB NOAOLMTOB,

noaounTypms,
nporpeccupyroLlas
NPOTEUHYPUS

HapyweHue
KOHUEHTPauMOHHOMU

CNocobHOCTU NOYeEK,
NoNINYpPUA NOANAUNCUA,
peHaNbHbIN TYOYNAPHbIN
auna03, CUHAPOM
®aHKOHU

ApTepuanbHas
rmnepTeH3nsA

HapyweHne nmmdooTToKa

Ucxopn,

POKaNIbHbIN U
rnobanbHbIN

rIOMEepPYNOCKIEPO3

ATpoduAa KaHaNbLEB,
dnbpo3 nHtepcTmums

dnbpos nHTepcTULMS

ﬂapaneanMKaanble
KUCTbI

AdanmuposaHo u3 Comprehensive Clinical Nephrology, 6-th edition
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CKpUHUHT npu bone3Hn ®abpu . KnnHnyeckue
pekoMeHaaLunn

PekoMeHayeTcsa NpoBeAeHUs CKPUHUHIa rpynn
BbICOKOIO pucKa C Lenbo BbISBNEHUS i
nauneHToB ¢ bo:

POCCHHMCKOWN QENEPALIMM

" paHHNE NHCYIIbTbI

" NovYeyHasa HeAOCTaTO4YHOCTDb

Bonesus ®abpu

" rmnepTpodunyeckasa kapgmommonaTus

MEKB 10:E75.2

l'on yTeepwmenns (uacTora nepecmorpa):2019

ID:318
URL

INpodeccrorHanbHBle aCCOLMALIMK

* Accoumanms MeJuLIHHCKHUX reHeTHKOoB - Cows neaguarpos Poccum

Opobpexo Hayuno-npaktuueckum Coserom MuHsapasa PO

KnuHnueckune pekomeHgaumm no 6onesHn ®abpu M3 PO, 2019



[TopaxeHune rnovek npu bonesHn Pabpu :

KnnHnyeckne pekomeHaaumm

PekomeHAOBAHO BHE 3aBUCUMOCTU OT KIMHUYECKUX

NpPOABNEHWIA: ¥

MUHMUCTEPCTBO
IOPABOOXPAHEHMA
POCCHAUCKOW ©ENEPALIMM

" perynapHoe onpeaeneHue Koamyectsa benka m
a/IbbyMMHa B CyTOYHOMN MoYe (MUKpoanbbymunnypum/
NPOTENHYPUN);

KnuHHueckHe pekoMeHaaumu

" NpoBeAeHME OLEHKN YPOBHA PAacCYeTHOM CKOPOCTU
Knyboukoson punbtpaumm (CKP) ncxoaHo u ganee He
pexe 1 pa3a B 6 mecaues

Bonesus ®abpu

MEKB 10:E75.2

l'om yreepiaeHns (vactora nepecmorpa):2019

ID:318

Ana Bcex NaumMeHTam C YCTaHOBJ/IEHHbIM AnarHosom 6@ o3
1N 6€CCMMNTOMHbIM NaLMeHTaM, BbIABAEHHbIM MPU
CEMENHOM CKPUHWHIE, ANA BbiABEHUA NAaTONOTUN

n OL‘I e K Ono6peno Hayuxo-npaktuueckum Coserom Munsapasa PO

[IpodeccoHanbHbIe aCCOLMALIMM

* AccoumManms MegHMUMHCKHX reHeTHKoB - Cows neguaTpos Poccum

KnuHnuyeckne pekomeHgaumm no 6onesHun ®abpmn M3 PO, 2019



3aKkaw4yeHue
d «Pepkue» 6onesHn c noparkeHMem novek Ha Camom Ae/ie He TaK YK peaKu

O [unarHos cTpouTcs Ha COYETaHMU «OBbIYHbBIX» CUMNTOMOB MOPAXKEHUS NOYEK C SIKCTapeHa/bHbIMM
NPOABNEHUAMMU B KHEODbIYHbIX» COYETAHUAX

1 Buoncmsa noyku UrpaeTt Ka4eByro PoJib B ANATrHOCTUKE BO MHOTUX, HO Aa/1EKO HE BO BCEX C/AyHaAX

O AdunarHoctuka pegkunx 6onesHelt Tpebyert oT Hedpponora 3HaHUI Aa/1eKo BbIXOAALLMX 33 Npeaenbl
cobcTBEHHO BonesHew novek

O M anarHoctuKa 1 nevyeHue peakmux bonesHemn Tpebyro MyabTUANUCUMIAIMHAPHOIO NoAX0Aa C y4acTuemM
Bpa4en MHOTUX CneumasibHOCTEN

O OcTtanuncb pamkamum coobuleHna octanmcb NnopdrMpumn, NapoKcMsamasibHas HoOYHaAs reMornobuHypms,
bonbwan rpynna aHemmn, bonesHb BunbcoHa-KoHoBanoBa, mmenonponndpepatuBHbie 3aboneBaHus,
Pa3nnYHble UMMYHOAEPULMTHBIE COCTOAHUSA, U MHOTOE APYroe...

Pedkue 6ose3HuU He nomomy pedkue, Ymo pedKo ecmpevaromcs, d TIomMmomy, Ymo Mol
M710X0 ymeem ux oua2HocCmupoeamso

B.X. BacuneHkKo




bnarogapHocCTU:
E.C. CronapeBuy
O.A. Bopobbesou
ApTypy KO3HY
3a mopdonornyeckue UANKOCTPaLUU

Cnacubo 3a BHMMmaHue!



