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KoHdepeHLNs Mo 0pdaHHbIM U AETCKUM ETE L4y6ap0|3 T.B., WaplwoBa O [ >I<naH0|3a O. A EGJ'IFIHCKaFI A. ,EI, 3bl6eHKO A.1O., CmbikoBa E.E.
Base.t : BOpOHe)KCKI/IVI rocygapcTBeHHbIN MeaAULUUHCKUN yHVIBepCVITeT nmeHu H.H. BypaeHko
SHOOKPWUHHBLIM 3aboneBaHUAM B, IR LTy ST SR

JHAOKPMHHAA opdaHeTUKa:
AOCTUXXEHUA U NepcneKTUBbI

BBEOEHWE v OANKI1 y mnageHueB nMmeeT ObICTPbLIN nporpecc, MATEPUAIIbI U METOD,I:I
v Oedounumnt nusocomHon kucnon nunasbl (AJIKIT) — 4YtOo MOXeT npmBecTM K paHHeMy netanbHoMy BbisiBneHo Gonee 100 mMmyTauun, CBsI3aHHbLIX CO Ons noaTBepXaeHUa AnarHo3a onpeaereHa akTMBHOCTb
XpPOHUYEeCKoe nporpeccupyrouiee 3aboneBaHue, wucxopay (Kak npaBuUmo yxe K 4 mecsauy XXU3HW) CHMXeHUeM unu notepen PyHKUUMN: KWCIOM NUNa3bl B NATHaX BbICYLLEHHON KPOBU U BbINOSHEH

B OCHOoBe Kotoporo nexut pedekt reHa LIPA, v QJIKI1 y peten u B3pocCnbiX MMeeT MenJieHHbIN
npuBoasiLlee K HaKOMMEeHUK CNOXHbIX 3(hUPOB nporpecc, HO TakKXKe npuBoAAWMN K nopaxeHutro = 50% — 60% nauymeHTOB MMeroT myTauuo ESSIM

XorieCtTepuHa U TpurnuuepuaoB B TMNeYeHU, neyYeHum, BNJOoTb ao neyYyeHO4YHOU (c.894G> A)
cerne3eHke, CTeHKax KPOBEHOCHbLIX COCyAOB MU He[oCTaTOYHOCTU, U CMEPTU OT OCJTOXKHEHUMN = Mexay reHotTunomMm un (eHOTUNOM Koppensauuu H.MN. Boukoga)
APYruXx TKaHAX v OnarHoctnka [OJIKJ1 He TpebyeTr OT Bpa4va- He BbISABNEHO, HO C.894G>A yalle BCTpeyaeTcs y
v AJIKIT nmeetr MHoxectBO «macok» T.K. OJIKJ1 — cneumanucrta «3HAYNMbIX» YCUNNN — peTen cCTapwero Bo3pacta U B3poCnbiX (He
3TO CMNEKTP KNMUHNYECKUX (PeHOTUNOB C pa3HbIM AMarHOCTUKa (NepBOCTENEeHHO) NMPOCTOU TeCcT B  MNaaeHueB)
XapaKTepoM Te4YeHUs U NPOorHo3om 6ores3Hn CYyXUX NATHaX KpoBu (AOCTYNHO, OpraHU30BaHHO)
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PE3YJIbTATbl. AHamHe3 3aboneBaHMA:
OKTSABPb 2019 (8 JIET)
[leBOYKa oT 1-om

hU3MONOrMYecKn ObpaTunucb K neguartpy B

npoTtekaBwwen GepeMeHHOCTH, cBAsM c Oonammu B
CPOYHbIX CaMOCTOATENbHbIX KOJNTIeHHbIX  CyCcTaBaX B

poaoB, BeCc Npu poXAeHUU TeyeHue MecsLa,
3200 r, gnuHa 54 cm, rpyaHoe BO3HUKalOLLME npwu
BCKapMmnuBaHume p[o 1 ropaa, ¢pnsnyeckon Harpys3ke.

npukopm ¢ 6 mec. Pocna wm OwnarHo3: apTpanrMm Ha

pasBMBanacb no Bo3pacry. choHe AucnnacTuveckoro
cuHApoOMa.

OnpeneneHue akKTUBHOCTU KUCNOM nunasbl B NATHAX BbICYLWUEHHOW KpPOBM

(Bone3Hb BonbmaHa, bone3Hb HakonmneHusa acphupoB xonectepuHa, MIM 278000)
04.07.2023
JH3MMoanarHocTmKa
Havmerosanne AKTUBHOCTb Hopma EO. nam buonor. mar.
doepMeHTa
{ncnas mnasa 0,01 0,16 - 1,8 HM/4yac/naTHo | [19THO KpoBWM
(MATHa KpoBW)

3akntoyeHne: AKTUBHOCTb KUCNOM nunasbl NMpU U3MEPEeHUU B CYXUX NATHaAX
KPOBMU PEe3KO CHMXKEHa.

KnnHnyeckuun cnyvyam pedpvumnta nM3oCOMHOU KUCNOWN nunas3bl
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MIOHb 2023 (12 NET)

[ocnuTanusauma  Aans NOCTaAHOBKMW
WHCYJIMHOBOW noMnbl, BbISIBJZIEHO
noBbiweHne AJlT no 96 ea/n n ACT po
61 ea/n, xonectepuH 7,5 mMmonb/n,
MUKNPOBaHHbIN remMornoomH 5,85%.
[lp npoBegoeHMU Y3 uccneaoBaHUA U
anacrtopacdpuu nevyeHun BbISiIBJ1EH
cteato3 B (pa3e cTearTorenatuta C
MUHUMASbHbIM LUTOSIN3OM oe3
XonecTtasa.

ABIYCT 2022 (11 NIET)

Xanodbbl Ha Xxaxay, nonuypuio,
AnarHocTupoBaH caxapHbIU
amader 1 TuUna, Ketoauumpgos.
XonectepH noBbiweH Ao 9,87

Monb/n, Nne4yeHoYHble
TpaHCaMUHa3bl B HOopMme,
Tpurnuuepuaol 13,17 monb/n.
HauaTa 0a3uc-oonocHas

MHCYINMHOTEepanus.

aHanus3 reHa MeToAoM MacCcoOBOrro napasnmnenbHOro
cekBeHupoBaHuA Ha npudope lllumina (MIMHL nm. akaa.

CEHTABPb 2023 (12 JIET)

HapyweHue nunuagHoro
obmeHa, pedpnUMT JN30COMHOM
Kucnou nunasbl, HeankoronbHas
Xupopas bonesHb neYyeHm,
cteatorenatut. CaxapHbin anaber
1 TUNAa, LeneBou YPOBEHbL
MUKUPOBAaHHOIO remMorriobmHa
MeHee /,0%, Tekywuu 5,4%.

ANNT 69 ea/n, ACT 59 ea/n,
xonectepuH 5,37 MmMmonb/n.

Jnactorpadpumsa nevyeHun 15.09.2023

Kon-Bo usmepeHus MeawvaHa an-ku IQR ®dunopos no METAVIR

CteaTos3 CAP

12 4,8 kl'a 0,3 KI'A (6%) FO

S3 322

[MonHbIn aHanu3 reHa LIPA (bone3Hb BonbmaHa, 6one3Hb HakonneHusa adhupoB xonectepuHa, MIM 278000) 08.08.2023

 AHanu3 reHa LIPA (MIM 613497, TpaHckpunT RefSeq:NM 000235; pedoununt nmsocomMHou kucnou nunasbl (MIM #278000), AP Tun
HacneaoBaHusA). PedpepeHcHana nocrneaoBaTesibHOCTL reHomMma 4vyenoBeka - hgl9. UHTerpanbHasa oueHKa NMOKPbITUA MO BCEM LUerieBbIM

reHam coctaBnsieT 97,5%. NeH LIPA "noKpbIT" NONMHOCTLIO.

- B ok30He 8 BbisiBfieHa ogHOHykneotnaHasa 3ameHa NM 000235.4.¢.894G>A B roMo3urotTHOM COCTOSAHUM, FMYyOMHA MNMOKPbLITUA TOUKWU
x906). NonynaunMoHHaa 4yactoTta anbTepHaTtuBHoro annena (MAF) no paHHbIM 6a3bl gnomAD (The Genome Aggregation Database,
v.2.1.1) coctaBnset 0,0009. BbisiBfNeHHbIU BapUaHT HYKNIeoTUAHON nocrieaoBaTeNbHOCTU NPUBOAUT K NOBpPEeXAeHUI0 canTa CrniiaucuHra

M onncaH B 6a3e AaHHbIX No mytaumam Yyenoseka HGMD kKak naTtoreHHbIn (CS951467).

3AKJ1lO‘-IEHI/IE 1. Y oeBoYKu BbissBNneHa mytauma ESSIM (¢.894G> A), anarHocTupoBaH aeduunT nusocomMmHou kucnoun nunasbl (AJ1IKI).
1 2. NMNauueHT B HacTosiLlee BpeMA B hepMeHTO3aMeCTUTENIbHOU Tepanun He HyXXAaaeTcH, HO cBoeBpeMeHHasa guarHoctuka OJIKJ1 no3BonsaeT HaM oTcnexuBaTb
o -'-, HeobOxoAMMbIe nNoKa3saTtenu B AMHaAMUKe, YTOObI CBOEBPEMEHHO Ha3HAYNTb AaHHYIO Tepanuio.

KOHTAKTbI. Yyb6apoB Tumoden BanepbeBuu
TenedooH 8 (910)-248-77-38
E-mail; chubarov25@yndexru




