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WccnepoBaHue PesynbTaT KoMMeHTapuit
'en CYB5R3 m. CM.KOMM. [MpoBoannock nccneaoBaHne Ha NpeaMeT BbISIB/IEHUS

MeTremornobuHemum.
Pe3ynbTaT npunaraeTcs Ha OTAENbLHOM GlaHKe.
C 01.02.2015 HaMMeHOBaHME reHa 3aMEHEHO Ha anbTepHaTMBHOE.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUe UCCeN0BaHNS COIEPXMUT CChIIKY Ha CTpaHULY canTa
http://www.invitro.ru/c onucaHnem nccneaoBaHus.

Pe3yanaTbI MCCﬂe,ﬂOBaHMVI HE ABNIAKOTCA ANArHO30M, Heobxoanma KOHCYJ/1bTauuda Creunasincra.
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https://www.invitro.ru/analizes/for-doctors/972/7510/

Onucanue pe3yJibTaTOB HCCJIEIOBAHUS

MH3 999999999

®.N.0., 2014 r.p., obcnenoBamach B OO0 «HezaBucumas madoparopuss MHBUTPO» ¢ nensio
BbIsIBJICHUss MyTauud B reHe DIAl, npuBoasmieil K BO3HUKHOBEHHUIO HACIEIACTBEHHOM
metremoriioonnemun (poduits Ne 7908DIAL).

Hacneocmeennan memzemo2nodunemus - HacieOCcmseHHoe 3a001e8anue, Xapaxkmepusyrouuecs: NOBbIULEHHbIM COOEPHCAHUEM
Memeemo2nobuna, ecmpeuaioweecs 8 guoe 2 munog. OcHogHoe KIuHUuYecKoe nposigieHue 000Ux munog 3a601e6anus. 6POICOCHHbIU
YUAHO3 (CUHIOWHOCMb) KOJHCHBIX NOKPOBOS U CIUSUCIIBIX.

Monexynapno-eenemuueckas npuduHa 08yxX munog 3abonesanus - mymayuu 6 cene DIA 1, kooupyowem 06e gopmul ghepmenma NADH-
yumoxpom b5 pedyxmaswi. Ilpu mymayusx, npugoosuyux K HapyweHuio pabomul MmoabKo pacmeopumon hopmul hepmenma, GO3HUKAEm
nepewlti mun 3a001e8a s, NPU MYMAYUSX, HAPYMAIOWUX QYHKYUOHUPOSaHUe 060Ux Gopm hepmenma, — 6mopoi mun.

s ob6oux munog 3a6oneeanus xapaxmepna chudicennas akmughocms NADH-yumoxpom b5 pedykmaswi u nogviuiennoe cooepoicamue
Memeemo2n00una.

Mymayus c.806C>T g eene DIAI, npugooawas k amurokuciomuou 3amene Pro269Leu, scmpeuaemcs npeumyujecmeenHo y Hapood
caxa 6 Axymuu.

B o6pasue JIHK oGcnemyemoit npoeacén mouck mytanuii B rene DIA1 (CYB5R3) meromom
MPSIMOTO0 aBTOMAaTHUYECKOTO CEKBEHUPOBAHUs, MO3BOJISIOIIETO BBISIBUTh KaK YacThIE, TAK U PEIAKHE
MyTallHH.

BoiBnenst  aBe wmytamuu:  ¢/(757G>A);(339dupC) mpeAnonoKUTENTLHO B KOMIIAyH-
TETEPO3UTOTHOM COCTOSTHUU.

®.1.0. red CYP5R3
¢.[757G>A];[339dupC]

Takum 00pa3om, TMarHo3 HACIEeACTBEHHON METTeMOTJI00MHEMHUH y 00CIeyeMOi TOATBEPKIEH
MOJICKYJISIPHO-TCHETUYECKUM METOIOM.

Tumn HacnmenoBaHMs TAaHHOTO 3a00JIEBaHMS — ayTOCOMHO-PEIECCUBHBIN, COOTBETCTBEHHO
BEPOSATHOCTH MOBTOPHOTO POXKIACHUS JIeTel B CEMbE C aHAJIOTMYHBIM 3a00JICBAaHUEM BBICOKAS —
25%.

O06a poauTens 1EBOYKH C BEICOKOW CTETICHBIO BEPOSITHOCTH SIBJISTFOTCS 3TOPOBBIMU HOCUTEIISIMU
OJTHOM M3 yKa3aHHBIX MYTAIIMi B TETEPO3UTOTHOM COCTOSIHUU. bpaThs u CECTPHI JEBOYKHU TaKKe
MOTYT OBITh 3I0POBBIMA HOCUTEIISIMU MYTAIIHH.

Cembe MOXKeT OBITh peKkOoMeH0BaHa kKoMmIuiekcHas JIHK-nmnarnoctrka 11t BRISIBICHUS
HOCHUTEJIBCTBA MYTAIIUHA Y POAUTEIICH EBOYKH U IS TJITAHUPOBAHKS TIOCIICTYIOIIETO
JIETOPOXKIICHUS B ceMbe. B HacTosIee BpeMs Takoe uccieaoBaHue mpoBoanuT «L{eHTp
MOJIEKYJISIpHOM TeHeTuKn» (r. MockBa).

[Tpu HEOOXOIUMOCTH TIOJTYUEHHS TOTIOJIHUTEILHON HH(POPMAIINH 110 pe3yJIbTaTaM 00CIIeIOBaHUS
PEKOMEHyeTCsl KOHCYIbTAIMs Bpada-TeHETHUKA.
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