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O1aerenie: TICHXONERPOIOrHHECKOe OTACTCIIE LI ICTeil ¢ BPOKAEHNOIH 1 nacacacTennod
reneTnMecKoil narosornci

Ocuosnoii: Jlereiicparnpiioe 3a601esanmue HEepBIoi CUCTCMbI (G31.8). CnunonepeGe/upian aTaKkcust
Hn 34, 06yc/IoRNCHIAN (ATOTCHITLIM BAPHAIITOM B reie ELOVLA (AD)

Couyrcrsyommii: Jpyrie yrounieniinie neHXuieckue paccTpoicTsa, 0GyCnoRieibie nospekIenem u
nucdynkipeii ronostioro mosra (LIHC) ¢ xoriHTHBibLIMH HapyWIEnHiMH, JAJCPIKKOH NCHXOPEHEBOTO
PAIBITIS, IMOLMONANLIION JAGHILHOCTLIO, TOBEACHHMCCKHMH HapylICHUsIMM (F06.8). 3anop (K59.0).
Muomus (H32.1). Kndos nosuusormeii (M40,0); MunepmoSuietiniit cunapom pasbonraitHocTs,
pamuneit noamkioet (M35.7). Jlpyroe yrouneninoe cricunaasioe obeaeosaime (Z01.8).
CHetManbIoe CKpuIHIToBoe 06C/1e10BalINE C LE/ILIO BLIABACHHA HapyICHHi CepAEHHO-COCYAAHCTOR
cheremsl (Z13.6)

FKano6nl NP HOCTYNICHIN: HA HENPABWILIYIO I0CTANOBKY HOT 1P X0/1k0e, ciabocTh B HOFaX, 4acTbic
CHOTHIKANMA, CAOMKHOCTH NPH MOALEME N0 JECTHHLE, BBLICTPYIO YyTOMAAEMOCTh, MONEpPXHBAHKE [I U
npHeMe KHIKOH MU, cnaBocTs JKeBalnA
Anasies 3aboaesannn; Peberok Goneer ¢ poskaeHus, Habmojaaica HEBpoOIOroM Mo Mecry KUTEILCTBA
110 MOBOLY 3A/EPKKH MOTOPHOIO PA3BUTHA, [10JYHAIH KYPChl HOOTPOIHOHA TEpPaliHy 1 peabuamTaLim ¢
HONOKITEIBHOMN AnHaAMMKOI b Brze nprobperenus nassikos, B 4 rona 2 mecsua npu obeneaosanui '
onepauneii obiapyxuin usonuposannoe noseiwenne ACT, Gbui Hanpasienb Ha 00CEH0B
reHeTHKY, o pesysisratam ckpuinnr-tecta na JIBH (17.04.2024): akruBHOCTE H3MEPEHHBIX TH30CO
depmenTos B npeaenax pedepenciibix 3xauenuit. [loctynaior B oracieHKE MEAMLMHCKOH remH
BHCPBLIC UIA 00CICI0BANHNA H YTOUHCHHA JHAro3a,

Painee nposeiennbie 00C1CTOBANNS 0 MCCTY ANTECILCTBAS
I'enernyeckn anainsnl:

Aauda-D-yannozmaasza (16.04.2024): 15,2 uM/mi/uac.
Cxpunmnr-recrot na JIBH (17.04.2024): akTHsii0cTs H3MEPCHHEBIX JIHIOCOMHBIX (hepmeHTOB B I1p
pedyepeHCHBIX JHAYCHHI. '
[oanorenomuoe ceksennponanne JTHK (18.09.2025): OGuapyskeH panee He OnMcatibii B
BAPHAHT B [ETEPOIMIOTHOM COCTOAHMM B 3k30HE 4 13 6 rena ELOVLA, npuBOASALIMHA K aMAHOKHS
samene p.Argl48Lys, ¢ raybunoi npourenus 25X, Ilatorennbie BAPHaHTEI B reHe ELOVLA npu
PAIBUTHIO AYTOCOMHO-/I0OMHHANTIION CrMiouepedelISpHONH aTaAKCHH, THIT 34 (133190); Gonesuu
Ulraprapara, Tun 3 (6001 10). Bapnant ne Berpedactes s 6ase AanHbiX NONYJHIUHOHHBIX HacTOT
gnomAD v4.1.0, pacrionaracres B nonykoncepsatusliov caiite (GERP++), npenckasau OKa3LIBATL.
natoreminlii addexr ta Getok komnpioTepHbiMi anropurmamu (CADD, DEOGEN2, SIFT, LRT,
PrimateAl, Mutation Taster, PROVEAN, Polyphen) 1 tie okasbisars natorennoro sppexra na 6enox
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. Vowaekapenon (30 wr/aa) 1,0 s 1 2 pasa n cyrRn (YTpo, newep) - | Mecau(K)i‘
- Tuoxronas kucrora 300 wr muyTps B ey TRN = 2 Mecana (Kypeasn x3 para n rox)
« Coanbareasnas vepanus: Maxporoa 10 v pay m cyTRn (1032
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naanaanns rena FLOVLA (mars, pebenox). Tloayvennue aannie mpmenaTi AR IASEIGERES
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. Jenoxapuurnn (300 wr/sa) 2.0 wa 1 paan B CYTRN BUYTPS (yvpo,

Veasape peai x 3 pasa » ro);
KOPPHIMPYETCA MUIBILLYALIO (npn

Y nocrencinan
HEAOCTATONHOM MhdexTe — yeeawuenne 103w va 1\2 a0 15 1 » cyTkn) - 4 Henenn, Jaicee
orvena no -2 1 xakawe 3-5 AHCH — NOA KOITPOACM 11EANATPA W TACTPODITEPOIOra N0 MECTY RMTCALCTDA

. Tpuwehyrun no S0 wr x 3 paya B cyven nepen eaoil - 4 neseny, aaice |-2 MECALA NEPEPLIR, JATEM

NOKTOPHTE KYPS TCPANIIN — NOA KOHTPOISM NEANATPA W FACTPOINTEPONOTA 10 MECTY XKITCARCTRA

« Tawumn (0,1) 1 va6 x 2 pasa 8 cyren (YTpo, newep) — 2 Mecstia.
. @K (maccax, rmyvnacruxa) n O3T xypeavn no mecty *urenserna 10 3-4 pas s roa

Jdexabipe 2026:

Noansa asdocuepar (600mr=7,0m2) 1,0 ma x 2 paza v aens (yrpo, oben) - 3 mecsia;

Marnns Jaxrar+Inpuaokenna rnapoxaopua (100 we+10 mr/amnya) 1 asnyaa X 2 paja B cyTRn
BIYTPL (¥YTpo, sewep) — | mecsu (kypeamn X3 pasa B roa)

3akmoucnme:  Ha  ocwosammn  xanol,  KAMHMKO-AHAMHCCTHYCCKMX  AANNBIX,  PEIy/ALTATOR
HEBPOJOrMYMECKOr0 cTatyca Goabie Aanuubix 3a Haauuwe y pebenka amarnoza: [derenepaTnnuoe
saboaesannce nepsnoi cucremst (GILS). Counonepebeansnpuan araxcust Tun 34, obycaonacnnan
nATOICHELIM BapuanTom B rene ELOVLA (AD). JIpyrue yrounennsie ncuxueckne pacerpoiicrna,
obyciosacnnsie noppeaidenuem n anchynruncii rogosnoro moira (IHC) ¢ wormwrunusidm
HAPYWICHREMH, 3AICPAKON  NCHXOPCUCBOID  Pa3BHTHA, IMOHNHONAILHON aabwiLnocTiio |
noscicnsecknvn mapymenusvn (F06.8). 3anop (K59.0). Muonns (H52.1). Kupos nosnumonumtii
(M40.0); Tunepwobmasnwiii cumapow pasdoarannoctu, usanmueii noasnaxnocrn (M35.7). Jpyroe
yioumncamoe cuennaiknoe obcaerosanne (Z01.8). Cnennaannoe ckpunnnronoe obcicronanue ¢
NCTLI0 BLISEICHNA HAPYHICHil cepacuno-cocyancroil cnerembi (£13.6)

YUMTHBAR HEBOIMOKHOCTH BannaaumMu rena EVOLVA4 y oTua, ins yToqHeHHs 1HAMHO3a peKOMeHIoBala
satuaaums rena metonom Cenrepa (Mats, pebenok).

Kouncens no rocanrasmannn PAKB - pnanas ®IAOY BO PHUMY nwm. H.H. Huporosa
Muuaapasa Pocenn B cocrase 3am. anpextopa Iyriannoii E,A., 3a. nenxonesposornsecknm
OTICIeHEeT LI AeTeill ¢ BPOAICHNoi W NACIC/ACTRCHNON FeHCTIHYCCKOI NATOI0rHel
Muxailiosoil C.B., npunsia pemenne 0 rocuuTaan3amnin B ncHXoneBpoIoOrinMecKoe 0TACICHIe
A% AeTCl ¢ BPoAIEHHOl I HACICACTBENNHOI renernteckoil natoaorneii na 08.06.2027 roaa aas
ITANHOND Jeqenns.

[MaumenT (3aKOHHBIA NPEACTABUTEN: NALMEHTA) O3IHAKOMIEH CO BCEMM IMYHKTaMH BBILEC yKasanbix
PeKOMEHIANMH. KOTOpble OOCY/RIEHBI COBMECTHO C JCHalIMM spasom. [Taumernr (3akonsii
NpeaACTAaBUTC b nanncm-a] OCBCAOMIICH O TOM, YTO He BCE pPEKOMEHIORAHH KIS nexapc*mcnubtc npenapan.i
BXOONT B CMMUCOK 118 JBINOTHOIO cﬁecneqelmn_

Peiayvanrat J0CTHIHYT.

B wowrakre ¢ lll‘l*tﬁlﬂloﬂﬂbl\'lﬂ BoasnLIMT HEe Cocroua.
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DEJEPANBHOE MNOCY JAPCTBEHHOE ABTOHOMHOE-OBPAJSOBATE/IBHOE YUYPERIAEHHE BhICUIETQ OBPASOBAHWA
"POCCHUCKHA HALIMOHAJILHBINA HCCIEJOBATEILCKUI MEAHUMHCKHA YHUBEPCUTET
UMEHH H.H. MHPOTOBA" MUHHCTEPCTBA 3/IPABOOXPAHEHHUS POCCHHUCKOM ®ENEPALIUH

POCCHICKASl IETCKAS] KIMHUYECKAS BOJIBHHUIA
- PHIHAT PEJEPATBHOTO I'OCY JAPCTBEHHOI'O ABTOHOMHOI'O OBPASOBATE.ILHOI'O YUPEIKAEHHS BLICIIETO
OBPA30OBA HUS «POCCHIACKHI HAMOHANBHBIA UCCAEJOBATE/ILCKWi MEJMIIHHCKHI YHUBEPCUTET UMEHH
H.H. MHPOTOBA» MUHUCTEPCTBA 3/IPABOOXPAHEHMHA POCCHICKOM OE/IEPALLUH
(PAKD - puanan @IAOY BO PHHUMY um. HH. Ilnporosa Munsjapasa PoccHH)

Jlenmncknii npocnest, 1.117 E-mail: telemedi@rdkb.ru
r. Mockea, 119571 8§ (495) 935-11-10
3AKJTOYEHHUE
OTCPD‘IEHHDﬁ TeJleMeTHIHHCKOH KOHCYJIbTAllHH
or 21.08.2026

Bpau  Muxaitnosa C.B.
CnennansHocre  Hespolorus
Joamnocrs 3aBedy o ui OTACIeHHEM MEAULIMHCKOH OpraHuIal i1

®UO naumenra  Martun Anexcanap Anekcanaposud
Mon nanmenra  Myxkckoi
Hara poxaenns  12.08.2019

Obumue cBegenus

Otpaiienue
MecTo npoBejjenun JucTaHIMOHHO

Henb koncyabtannn  Onpenencuye (MOATBEP/KACHHE) IHAarHO3a

Kanober -
Anamue:  OsHakomiIeHa

O0nexkTHBHO -

Pe3vibTaT KOHCY.I bLTAIIHH

Jakialouenne
Ha OCHOBaHHH }KﬁJ’I06, KIHHHKO-aHaMHCCTHYCCKHX JaHHbIX, peByJ'leﬂT()B }IBBpOJ’IOFH‘{CCKOT‘O r:'ra'l'yca 60J1]:I.Lle JAdHHBIX 3a HAJTHYHE y
pebenka quarnosa; Jlerenepatupnoe 3a0oiesanne HepeHoi ccreMbl (G31.8). B cBA3H ¢ H30JIHPOBAHHEIMH MOBLIIICHUIMH
neyeHoUHLIX epMenHToB JudipepeHIHANLHEI AHAarHo3 IPOBOAXTCA B IPYIIE HApyLLeHHs 00MeHa BEIECTB ¢ NOPAKEHHEM IISUeHH, B
TOM HMCIIE MTUKOTeHO3BL, Takke npu nposeaeHuy @I JIC 6puin o6HapyKeHb! MHOKECTBEHHBIE JIUTE/IHABHEIE 00pa30BaHms
IHIEeBoda, HElb34 HCKIIIOHYHTE HaJIHY A HUBDDGpa&lDB‘dHHﬂ, A yTO‘-IHCHH}l xapalcrcpa H IlpHpDlei Gh!Jl’d IlpDBE,U.EHﬂ GHOHL‘IUI
ImMuieBsoaa.
ITo pesynbTaTaM naHe M METOIOM MacCOBOTO MapajuleNbHOrO CCKBEHHPOBAHUS MIPOBEAEH aHAJIM3 KOAMPYIONIei
NOCIEI0BATENILHOCTH F'EHOB, aCCOLMMPOBAHHBIX C HAC/IEICTBEHHBIMYU 3a00I€BAHHAMHU C [PEUMYIIECTBEHHBIM I0PAXKEHHEM [eUeHH !
ABCBI11, ABCB4, AGL, AKR1DI, ALDOB, AMACR, ATP7B, ATPEB1, CYP27Al, CYPTBI, DCDC2, DGUOK, DHCR7, FAH,
FBP1, G6PC, GAA, GALE, GALKI1, GALM, GALT, GBA, GBEIl, GYS2, HADHA, HFE, HSD3B7, JAGI, LARSI, LIPA, MPI,
MPV17, NBAS, NOTCH2, NPC!, NPC2, NR1H4, OTC, PEXI, PEX10, PEX12, PEX26. PEX6,PEX7, PGM1, PHKA2, PHKB,
PHKG2, POLG, PYGL, SBDS, SERPINAI, SLC37A4, SMPDI, TIP2, TRMU, TWNK, UGTLA1. Bepcus reHoma 4enoBeka —
hg38.IlaToreHHbIX M BEPOATHO 1aTOTEHHBIX BAPHAHTOB, COITIACYIOIHXCS ¢ KIHHHYECKHMH JaH HbIMH
nanucHTa, HC BLIABJIICHO.
Jng yTouHeHHd THATHO3A TpedyeTcs NPOoBeASHHE TeHETHYECKUX HCCIIeTIOBAH M,

Pexomengaunn
1. Cnatk KpOBE Ha MOJIHOE T€HOMHOE CEKBEHHPOBAHKE [0 MECTY JKHTENLCTBA
2. Morropuas TMK ¢ pesynsTaTamu re HETHYECKUX HCCIEM0BAHUH



