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3AKA3 Ne: [m] &[]
3AKA34YMK: EE%
MecTto B3iTUA GMomarepuana:
OoroBop:
NAUMEHT: damunus:
Umsa:
OT4ecTBO:
Mon:
Boaspacr:
O6pa3sey Ne: Perucrtpauus:

Bug matepuana:

BeHo3Has kpoBb

Banupauus (Bpay):

HasBaHue/nokasatenb

PesynbTaTt

FeHeTU4Yeckoe obcrnegoBaHMe Ha 6one3Hb FeHTUHIToHa B reHe HTT

MeTopa: MonumepasHas uenHas peakuus (MUP).

Konnyecteo CAG-noBTOPOB B NepBow annenv reHa HTT

KonunyectBo CAG-noBTOpOB BO BTOPOW annenu reHa HTT

* - PedepeHCHble 3HaueHWA NPUBOAATCA C yHETOM BO3PacTa, noa, Gpasbl MEHCTPYaNbHOTO LMKAA, CPOKa BepemeHHOCTY.

OTyeT co3aaH:

Japenyrouan NabopaTopHe;

15 +1 CAG- noBTOp

15 +1 CAG-noBTop

PecdhepeHCHble 3HaYeHUs *

6-26 CAG- noBTOPOB- HOPM3;
27-35 CAG- noBTOpOB —
yMepeHHoe yBernu4ieHue ; 36-39
CAG- noBTOPOB — YMepeHHas
akcnaHcus; bonee 40 CAG-
NOBTOPOB - BblpaXXeHHas
aKcnaHcus

6-26 CAG- noBTOPOB- HOPMa;
27-35 CAG- noBTOpOB —
yMepeHHoe yBenunyerue ; 36-39
CAG- noBTOPOB — YMepeHHas
akcnaHcus; bonee 40 CAG-
NOBTOPOB - BblpaXeHHas
aKcnaHcus
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OAMMIINA UM OTUECTBO:

JlaTa poxaeHus:

[Tom:
Bo3spacr:

HaunmeHnoBanue meaunuHckoro yupexaenus, otaenenus: OO0 "HayuHo-
npousBoacTBeHHas @Pupma "XEJINKC"

KommenTtapuu naboparopuu:

bonesns ['ertunrrona (bI') — HacnencTBeHHOE HEelpoiereHepaTHBHOE 3a00JIeBaHNE,
BBI3BAaHHOE HKCIMAHCUEN TPUHYKICOTUIHBIX TOBTOPOB, COCTOSIIIUX U3 IUTO3UHA, aJlEHUHA
u ryannHa (CAG- moBTopoB), B N-koHI1le 1 sx3oHa rena HTT, pacnonararormierocs B
nokyce 4p16.3 u koaupyromero 6€JI0K TeHTUHTTHH. 3a00JIeBaHNUE XapaKTepU3yeTCs
MOSIBJICHUEM PA3JIUYHOTO BUJIa MOTOPHBIX HAPYIIEHUM, Pa3BUTUEM KOTHUTHBHOIO
nedunrTa U HEHPOIICUXMYECKUX OTKIIOHEHUH. 3a00eBaHNe HACIEyeTC sl TI0 ayTOCOMHO-
JTOMHHAHTHOMY THITY, TO ecTh uMmeetcs 50% pucka pazButus 3a00J€BaHUs Y TOTOMKOB.

g bl xapakTtepHa TEHACHIMA K YBEJIUYECHUIO YHCJIA TIOBTOPOB B MOCICIYIOIINX
MTOKOJICHUSIX, YTO TPOSBIISIETCs O0see TsoKeno popMoit 1 paHHel MaHudecTamuei
3aboneBanus. Y o0cienyeMbix ¢ yMmepeHHbIM yBenndenueM unciaa CAG- mosropos bl He
pa3BHUBAETCS, HO CYIIECTBYET PUCK MOSBICHUS 3a00JI€BaHNUS Y MOCISAYIOMMUX TTOKOJICHHM.
JlanHoe cocTostHME TpeOyeT MEeIMKO-TeHETUIECKOTO KOHCYIbTHPOBAHUS.
[IpencraBneHHbIE TaHHBIE U UHTEPIPETALNS PE3YJIBTATOB COOTBETCTBYIOT
pexomennarusim American College of Medical Genetics, a takxxe European Molecular
Genetics Quality Network.
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