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VBaxkaeMmele Kojtery!

B cBA3® C© TeM, 4TO B YTBEPKAEHHOH GOpME TIIEMEHHBIX CBUIETENBCTB  ONHUM H3
[oKa3aTeNell SBIAETCS TEHETHMYECKMM nacnopr, oToOpaxkaiomiuii pesynbTaThl MPOBEJIEHHBIX
HCCTeNIOBaHMil KMBOTHOTO, BO3HMKJA HEOOXOAMMOCTh COCTaBIeHHMs eauHoro i PO
CTIPABOYHMKA TEHETHYECKUX aHoMmamuii U ux QUKCHpOoBaHWA B Gasax AaHHBIX. Brickitaem Bam
J@HHBIE CIIPABOYHIIK JUIA 00CYKIEHNA 1 JKkieM Bamix samevanuit ¥ IOTIONHEHHH.

Ha ceronmsumnuii nens B nporpammax UAC «Cemxey u MAC «KapToTeka OBIKOBY
Npe/ICTaBIEHa BO3MOKHOCTE (DMKCHPOBAHHS PE3y/IbTATOB MCCIIGNOBAHUHA psifia 3aboneBanui ¢
OTpakeHUeM B ILUIEMEHHBIX JokymeHTax (tabn.l). [lonck marepnana Bescs 1o ofImenocTynHEIM
MCTOYHMKAM KaK POCCHMCKMM, Tak U 3apy6exnsiM. U3-3a orcyTerus ab6pesuaTypsl
3a60/IeBAHM, A TAK )K€ HOCHTEILCTBA/HE HOCHTEIBCTBA, MBI BBE/IU B CBOM BHYTPEHHHE
CTIPaBOYHWKY 3amM(pOBaHHEIE Ha3BaHus, 0603HavYeHHbIe B Tabmue «*». MaTepui 1o
reseTudeckum asomanusim KPC npencraBies 1Mo BCeM HalpaBIeHUAM MPOXYKTHBHOCTH —
MOJIOYHOT0, MACHOTO ¥ MOJIOYHO-MSACHOTO.

TabGnuual, Crnucox reHeTuyeckux 3abonesanuit 1 ux abbpesuarypa
B MAC «Cemasxe» u MAC «KaproTeka OEIKOBY.

IMOJIHOE HA3BAHHE ABPEBUATYPA HOCHTEJLC | HEHOCHUTE
TBO JbCTBO

KOMMAEKCHbBIA NOPOK NO3BOHOUYHMUKA CVM CV LV
LeduLKT aaresvu NeiikoumTos BLAD BL TL
BpaxucnuHanbHbli CUHAPOM Brachyspina BY TY
HEAOCTATOK YpUAUHMOHODOChaTCUHTETa3bI DUMPS DP TD
CHHAAKTAAUA («KOMBLITO MyNa») Mulefoot MF ™
Aeduuut paxkropa Xl FXID FXIDC FXIDF
LUTRYAAMHEMUR (AednunT BC CNC CNF
aprUHVHOCYKLMHATCUHTETa3bI)
npatanophupus («<Po3osbli 3y6») PT PTC PTF
KapAWKOBOCTb DF DFC DFF
MyTauua reHa PRKG2 D2 D2C D2P D2F
AedekTHan Koxa IS ISC ISF
BynbA0XKBEA MOpAa BD BDC BDF
Huskuin pocrt (cuHapom DarHkoHW-brkens) FH2 FH2C* FH2F*
nporpeccupytollas gereHepaTuBHan Weaver wC WF
MUeNoaHuedanonaTua XBayHbIX
CNMHaNbHaR MblleYHas aTpodus SMA SMAC SMAF
BpoxaeHHan amuonaasuna (CMHAPOM SAA SAAC SAAF
dapaxHomenn u dapTporpunosza )
CNWHaNbHaA AeMuenHusayma SDM SDMC SDMF




KapAMKOBOCTh (HeAOPa3BUTIE) DW DWC DWF
OCTEONeTpo3 ' 0§ 0SC OSF
MHOYECTBEHHbIW apTPOTPUNO3 AM AMC AMF
rUNepTPOdUA MyCKyAaTypbl DM DMC DMF
HeliponaTiueckas rapoLedanis NH NHC NHF
O-MaHHO31A03 aMAN aMANCH aMANF*
B-mMaHHOo3uA03 fMAN BMANC* EMANF*
BPOX/AEHHAA MbllieYHas AUCTOHWA [ CM1 CMIC* CMIF*
BPOX/EHHAA MbllueuHas aucToHns Il CM2 CM2C* CM2F*
CHHAPOM KPWBO NOCTABNEHHOTO XBOCTa CTS CTsSC CTSF
ramMapToMa AecHb! 1 OCTEONOPO3 HAM HAMC HAMF
apTOTPUNO3 WU BONYbA NacTb AP APC APF
MYNBTANEKCHBI aPTPOrPUNO3 (CUHAPOM AM AMC AMF
«CKPHOHYEHHOIO TeneHka»)

BPOX/EHHas KOHTPaKTypHas apaxHoaaktuaus | CA CAC CAF
MAMONATUYECKaR 3NUNencua IE IEC IEF
HacneACTBEHHLIN AeduUMT LuHKa ZDL ZDLC* ZDLF*
napakeparos PK* PKC* PKF*
HaCNeACTBEHHaA rmnonaasus TMMmyca HHT* HHTC* HHTF*
reTepoOXpoOMUs paaykHoW 0BonoyKy HI HIC HIF
noaumenva (ay6auposaHue pazsuTus) DD DDC DDF
BPOX/AEHHaA kaTapakTa CcC cC CCF
TUNOTPUXO03 HY HYC HYF
remumenns 6onsliebeploBoi Koctu TH THC THF
BPOX/EHHas NCeBAOMUOTOHUA Cp* CpPC* CPF*
NIErOYHanA r’UNonaasna C aHacapkoi PHA PHAC PHAF
HellpoakcuansHoW oTek NS* NSC* NSF*
MAVOMATUYECKMIA BPOXAEHHbIN Merassogaryc | [CM™ ICMC* ICMF*
rMnonaasvua AMYHMKoB OH* OHC* OHF*
ONVTOAeHAPOTrAMaNLHARA AUCTINA3NS OD* ODC* ODF*
raHranounaos GC* GCEY GCF*
BaUHONENLMHYPUA MSUD MSUDC* MSUDF*
runepannuaemus HP HPC* HPF*
HelpoHanbHbLIW LepouaHbIA AUNodycUUHO3 NCL NCLC NCLF
CHUHIOMUENNHOBBIR AUMNWMAO3 NPD NPDC* NPDF*
OTCYTCTBUE KaKuUX-MB0 pPeLeccuBHbIX RTF

FeHETVYECKUX COCTORHMIA U TEHETUYBCKMX

dakTopos

TpombBonatua (remodunus) TP TPC* TPE®
ApaxHomuenna (*-peHotunuueckn A A A*

NOATBEPXKAEHOD)

cybdepTuisHOCTE BhikoB BMS BMSC BMSF
Poratocrs (418 KOMOJIbIX NOPOA) HG HGC HGF
KomMonocTs (roMo3uroTHoe coctoaHue reHa PP POS POF
KOMOAOCTH)

Komonocrs (retepozvrotHoe coctosHue reHa | Pp POC PQF
KOMOAOCTH)

Komonocte (HenpoeepeHHbIi) POR

leH 4YepHoOro okpaca 'eH 4epHoro okpaca BC BF
'eH kpacHoro okpaca [eH 4YepHoro okpaca RC RF
CUHAPOM reHepanu3oBaHHOMW rMnonaasmm SHGC SHGCC* SHGCF*




MHOKECTBEHHBIH apTPOrPHUIIO3 ¥ MYJIBTHUIUIEKCHBIA apTPOrPUNO3 BCTPEYacTes y KpacHOH
JATCKOI MK GesbriiicKoit roy6oi TOpO/ M y @HTYCOB COOTBETCTBEHHO. [Ipe/inoXeHue: He
pasnensaThk 1o re’amM, OCTaBUTh OTHO obo3HaueHue I BCEX Topon.

Tak ey paja CHEUHATHCTOB HMELTCs MHEHHE 110 0003HAYEeHUIO ab0peBuaTyp HOCUTEIBCTBA B
TOMO3SHIOTHOM COCTOSHHH Tabi.2).

Tabnuna 2.
HassaHue Hocurenscreo B
rOMO3UrOTHOM
COCTOSAHUMU
apTOrpunos 1 BONYLA NacTb APS
HacneactseHHbIN chepounTos BD3S
BPOXAEHHAA KOHTPaKTypHaA apaxHoAaKTuanA CAS
BPOX/IEHHaA KaTapakra CCs
FOAWTUHCKAR ranaoTun, acCouUvpoBaHHbli ¢ geduumntom CcDS
xonecrepuHa
BposAeHHbIR 306 LWKMTOBMAHON Xenesb CGS
CuHapom Yeamaka-Xuracu CHSS
AunarauMoHHan KapauomMuonarus CMPS
CUHAPOM KPWUBOro XBOCTA CIS
Kapnukosocts: reH PRKG2 D2S
[Lynavkauma npy passuum DDS
runepTpodua MycKynaTtypsl DMS
Bynnesxbiid anvaepmonns EBS
CuHapom 3anmca-Bad Kpesenbaa EC2S
CuHapom 3nepca — Jannoca EDS
CUMMEHTaNbCKWIA ranaoTun 2 FH2S
TpumeTuaaMuHypus (CMHAPOM poibHOro 3anaxa) FMS
KapnukosocTs: reH GON4L GALS
raHraMoumna o3 GCS
KapnukosocTs: red GH1 GH1S
Fnukorenos V tuna (ne¢puumt muodocdopniassl) GVS
ramapromMa AecHbl M 0CTEONOPO3 HAMS
Paratocts (417 KOMOnbIX Nopog) HGS
Hac/eACTBEHHaRA rMnoniasus TMMyca HHTS
reTepoxpomMua pagyxHoi obono4ku HIS
rvnepaunuaemus HPS
FMNoOTPUX03 HYS
BposkaeHHbIA MUOKNOHYC ICMS
WANONATUYECKER 3NWASNCHA IES
BpoXaeHHbIA uxTno3 IFS




BpoxzerHas MbllweqHas AuctoHusa 1 tuna MD1S
BpoxaeHHas MblleYHaA AWCTOHUA 2 TUNa MD2S
CUHAAKTANNA, My/ib€ KOMBITO MFS
Cy6deptuabHocTb BbIKOB MSS
CuHapom MapdaHa MFSS
bonesHb KneHoBOro cMpona (BanuHoNeLUHYpUA) MSDS
HelPOHa/bHbIA LEePOUAHBIA AUNODYCUMHO3 NCLS
HeliponaTuyeckan ruapouedans NHS
churrommennHossii annuao3s Niemann-Pick Disease NPDS
HeltpoakcuanbHol oTex NSS
ONUroAeHAPOrIMaNnsHan AUcnnasma QDs
rMnonaasvua AUYHUKOB OHS
NEroYHan rMnonnasva ¢ aHacapkoi PHAS
napakeparozs PKS
BpoxaeHHan NcesgoMUOTOHMA PMTS
BpoxaeHHan 3pUTPONO3TUYECKaA NPOTONOPOUPUSA PTS
KapaukorocTs: reH RNFL1 RND
CuHapoMm reHepann3vpoBaHHON rnonaasum SHGS
CuHgpom Candununno B (Mykononwcaxapugos IIB) SHIBS
Bonblwebeplopas remumenus THS
TpombGonatus TPS
Hedunuut dpaktopa VI (socemb), remopuaun A VIS
AOMUHEHTHBIW KpacHbIi VRS
Cuhapom Benoro cummenTana WFA
Weaver (Cunapom Busepa) WS
Aeduumnt pakropa XI (oavHHaaUaTs) kKposu XIS
BpoxaeHHsIl feduuuT LuHka ZDS
O-MaHHO3UA403 oaMANS
-maHHo3uA03 BMANS
ApaxHomunenus ] AS

[Ipesnaraem coBMecTHO pa3paboTaTh eHHELH CpaBOYHHK a66PEBHATyp reHeTHYECKIX
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