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KOPPENAUNA TEHOTUN/®EHOTUN Y 10 MALUMEHTOB C MYTALIMEU B FrEHE ALPL

JHAOKpPUHHAaA opdaHeTUKA:
NOCTUXXEHUS U NepcneKTUBbI

1 MATEPUAIIblI W METObI. (10 nauneHToB ObINK pasaenedbl HaA 2 rpynnbl: 1) 7 nauneHToB (3
Manbuyunka, 4 0eBOYKN). cpeaHUn BO3pacT Ha MOMeEHT anarHoctukm 8 nert [5.5; 10.0] (2 na Hux
cnobcobl), C BapnaHTamMm, onncaHHbIMW paHee Kak natoreHHsle (€.571G>A, ¢.1130C>T), ¢
NpoTUBOPEYNBbLIMU AaHHBIMU 00 ypoBHe natoreHHocTHn (€.205G>A, ¢.331 332InsCCGGCA,
c.1171del) n BepoaTtHo gobpokavyecTBeHHbIM BapuaHToM (€.455G>A); 2) 3 naumeHTa (2 manb4yuka,
1 AeBOYKa). cpeaHnn Bo3pacT Ha MOMeHT gmnarHoctukn — 4,0 roga [3.5; 4.0], c BapnaHTamu B
KoOMnayHAa-retepo3nrotHomMm coctodaHumn: ¢.340G>A n c.571G>A (2 mucceHc-myTauum), c.57/1G>A n
c.144 148dup (MncceHc-myTauna n gynnukaums), c.571G>A n c.1171del (MmucceHc-myTauma u
aeneuuns).
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BBEOEHUE.  nnodocdatasuna (I P) — ato HacneacrteseHHoe opdaHHoe 3abonesaHue,
Xapakrepuayoulieecs HapyLLeHUEM MUHEpPanu3aunm Kocten, ooycnoBneHHOE HU3KOM
aKTMBHOCTbIO TKaHe-Hecneuyudgunyeckon wenovHon gocdartasbl (TNSALP), Hacnegyemo
ayTOCOMHO-AOMWHAHTHO UM ayTOCOMHO-peLecCcnBHO. 13odhepMeHT KoaupyeTca reHom
ALPL, nokanunsywuwmmca Ha Xxpomocome 1p36.12. I'o gaHHbIM pa3nnyHbIX MICTOYHUKOB
pacrnpocTpaHeHHOCTb 3aboneBaHus coctaBnsiet 1/10000-1/90000 HoBopoXxXaeHHbIX. B
HacTogdLllee Bpema n3sectHo bonee 440 mytauuun, HacnegyemMbix ayTOHYOMHO-PELeCCUBHO,
Tak 1 ayTOCOMHO-AOMUHAHTHO. /0% 13 CyLeCcTBYIOLWNX COCTABNAKT MUCCEHC-MYyTaLUW.
Pa3Hoobpa3ne myTtaumm ob0oCHOBbLIBAET YpeE3BbIYAaNHO LLUMPOKUN AnanasoH TSXKECTU
3aboneBaHna N KIMMHUYECKUX NMPOSIBNEHUMN.
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PE3YJIbTATDI. Y Bcex nauneHTOoB NOBOAOM ANA MOJMEKYNSPHO-reHeTUYECKOU ANArHOCTUKN DObINO CHWMXKeHUe LwenovHou pocdaTtassl (LLUP). CpeaHnn ypoBeHb
LLI® BO 2-0u rpynne — 50 Ea/n [49; 69,5] Obin ctatuctnyeckn 3Hadmmo Hmxke (pP<0.001), yem B 1-1 rpynne — 99Ea/n [84; 107].
B 1-n rpynne y 3-x naymeHToB (C.205G>A, ¢.571G>A) He ObIno kKnnHnyeckux npossneHnn 4P, y 1 naymneHTkn (c.455G>A) Obina 3agepkka pocTa
(AnarHocTupoBaH rmnonutymntapuam), y 1 naumeHTkn (€.1130C>T) — »kanobbl Ha 60NN B HMXKHUX KOHEYHOCTAX (aHanorMyHasa mytauus y otua, KnmHn4Yeckue
npossnenuns [ P otcycTBytoT, B aHamMHe3e 1 nepenom), y 1 naymeHTa (€.331 332InsCCGGCA) — noBbllLEHHAA NOABMXHOCTb 3yDOB (aHanornyHasa mytauus y
MaTepu, KnuHnyeckune nposasneHna [ PP otcytctBytoT), ¥ 1 naumeHTa (c.1171del) — BapycHas yctaHOBKa roneHu no AaHHbIM peHTreHorpadoumn TpyodyaTbiX KOCTEN
(aHanorm4yHas mytauusa y otua, KnmHndeckme npoasneHna [ @ oTcyTCcBYyHOT).
Bo 2-ou rpynne — y BCeX NALMEHTOB OTMeEYanuch Xanobbl, XxapaktepHble Anga tedeHuna [ D (3ageprkka pocTa, aedopmMaLma ckenerta, HapyLleHne NOXoaKu,

pPpaHHEE BblllaEHNE 3y6OB, TUNMN4YHbIE PEHTIEHOJ10TNMYECKNE NSMEHEHUNA U T.I'I.).
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SAKIMIOYEHUUE. YV n KOHTAKTbI. Pama3aHoBa
' KcenHna MuxamnnosHa,

| MyTaumnsiMKn BbISIBNANNCH bonee HM3kne 3HaveHusa LLO. Cpean naymMeHToB € reTepo3nroTHbIMU MyTaLUSAMU KITMHUYECKUE NPOSABIIEHUS, KIVHNYECKII OPAUHATOP,

i KOTOpble MOrMKn Obl ObITb cBA3aHbl ¢ [ ®P, Habntoganuck y nauneHToB ¢ BapnaHTamu €.1130C>T, c.11/71del (BepoATHO NaTOreHHbIN) U ‘é?ﬂTeenglai?’;%gf“d-com;

1-; c.331 332InsCCGGCA (aaHHble 0 NaTOreHHOCTU NPOTUBOPEYMBDLI). Y NauneHToB ¢ BapuaHTtamm ¢.571G>A (paHee onncaH Kak NaToreHHbIN),| | BuransesHa, k.m.H.. &

c.205G>A (npoTnuBopeYunBble AaHHble O NaToreHHocTn), c.455G>A (BEpPOATHO AOOPOKAYECTBEHHBLIN) KNnHUYeckne nposiBneHns [ &P Ha AOUEHT kapenpbl AeTCkUX | &5

5@'__'- MOMEHT AMarHOCTUKN OTCYTCTBOBArMW.

bone3Hen KO3,
dr.vitebskaya@gmail.com
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