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HEKOTOPHKIE TAHHBIE OB U3YYEHHHU BEJIKOBOI'O OBMEHA
V BOJIbHBIX JIEMKO3AMH ¥ UX BJIMJKAHMIIUX
POJICTBEHHHKOB

B NOHCKAaX reHeTHuecKHX (pakTOpOB B PA3BATHH JIEAKO30B MBI NPOBOMHJIH HCCJEOBABHE
GearoBoro oGMena y GOJBLHBIX JefiKO3AaMH H y X 30POBBLIX POACTBEHNHKOB NEpBOH CTene-
ni. Ilpn sTOM B 310pOBOJi POACTBEHHO rPyNie BhIABJIEHA AUCHPOTENHEMHA. DTH Heeaeao-
BAHHS MOTYT CHOCOGCTBOBATH BLISICHEHHIO HEKOTOPBLIX SHAOTEHHHIX HADYUIeHnii opu Jaeiiko-

34X B ICHETHYECKOM acCnekKTe.

Poap nacaeacrsenunx (paKTOpPOB NpH JefKo3axX H3yYeHa HeAO0CTATOYHO.
B nocnennee spems B JHTepaType Bce Wallle MOSBJIAIOTCA JaHHbIE, CBHIe-
TEJLCTBYIOIIHE O PEIIAIOUeM 3HAYSHHH JHIOTeHHLIX (aKTOPOB B PasBHTHH
Jeiiko30B y aiofel. CeMeiHbIe JIEHKO3b!, M0 MHEHHIO MHOTHX aBTOPOB, MO-
IYT COYKHTh J0Ka3aTeJbCTBOM DPOJH HaclelCTBEHHLIX (akTOpoB B mpowc-
XOXKJIEHHH J1elIKO30B.

B 3Tol cBs3W IpeiCTaBAsSET HHTEpPeC NpPOBEJEHHE HEKOTOPhiX I'eHEeTH-
YECKHX HccaeaoBaHHH B KiaHHHKe. O6HapyXeHHe B pamMkKax OTAEJbHLIX ce-
Mell IOBTOPHBIX CJydyaeB JeHKO30B, BhICOKAs 4acTOTa 3J0KaYECTBEHHBIX HO-
B0ooOpa3oBaHuil B ceMbsX NpoGaHAOB JefKO3aMH, a TaKKe H3BeCTHbE H3-
'MEHEHHS B 6eJKoBOM oOOGMeHe y GOJBHBIX JEHKO3aMH TOCHYUKHIH TIPHYH-
HOM, MOATONKHYBIUEA HAC K M3YYEHHIO GeqKOBOro oOMeHa y POJACTBEHHHKOS
nepBo¥ cTenmeHH GOJBHBIX JefiKo3aMH. B poctymHoii JauTepatype Ham mo-
NOGHOTO pOJla MCCJIEJOBAHHSI HE BCTPETHJIHC.

Mt nayyann: o6umuii 6enoK, GeakoBble (pakuui—aab6yMEHE, r106y-
JHHBL (@), ag, B, y), A/g Kos(hHUHEHT, KpeaTHHHH, MOYEBHHY, a30T MOYe-
BHHBI, OCTaTOYHBIH asoT y 30 npoGanyioB Jaefikozamu ¥ Hx 30 310pOBEIX poi-
CTBEHHHKOB NepBofi crenenH. IIpH aHa/H3e MONYYEHHBIX AaHABIX GBLIO yCTa-
HOBJIEHO, 4TO CoxepzKaHue obulero G6eJKa y Bcex GOJIBHBIX M MX DOJACTBEH-
HHKOB NEpPBOH cTenesH ObiIo B mpelenax HopMbl. HaMmu BHIsIBAeHa aucrmpo-
TeHHeMHs B GeNKOBOW KapTHHE KPOBH, KOTOpAsi BhIPaKadach y GOJBHBIX
OCTDHIM JIefKO30M B NIOHHXKEHHH OTHOCHTEJLHOTO NPOUEHTHOTO COXEpPIKAHHS
anbOyMHHOB y 60% GOMBLHBIX W yBeNMHYeHHH IJIOGYIMHOB B OCHOBHOM 3a
CUeT a;-r06yaHHOB. B ipojcTeennoll npymme amcnpoTenHemiis BbiparKanach
B YBE&JHYEHHH KOJHYecTBa anbOymMuHoB B 70% ciyuaes 3a cuer CHHIKEHHS
- m YacTHYHO Ge-ryTOGYNHHOB, COOTBETCTBEHHO GBI H3MEHEH H A/g xosp-
(HLUHENT — B NepBOM Clyyae MEHBIIE HOPMbI, BO BTOpPOM OoJble.
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ITpy HecaeaoBanni Tex 7Ke NoKasaTeqell B KPOBH GOJBLHBIX XPOHHUECKHM
MHeN0ACAKO30M H HX POACTBEHHHKOB I€PBOH CTENEHH O0Ka3aaoch, UTO ¥
GoapmyacTa 60abHbIX (80%) Gbira rHNEpraoGyJHHEMHSA 33 CYeT MOBBINIe-
HHA @y-, G-, H P-TA0GYIHHOB, COOTBETCTBEHHO H A/g Kosdduument Gnix
uuzKe HopMul. B pojacTBenno# rpynne takxke B 70% cayuaes maGaiogamnocs
NIOBLIIEHHE OTHOCHTEJBHOrO TPOLEHTHOTO COAEPIKAaHHS IMIOGYJHMHOB 3a cuer
yBeJHYeHHs1 Tex ke (ppakuui (a;-, az- H Y-rI06YJHHOB)-

IpH HcCaeN0BAHHH TeX K€ OTHOCHTEJNBHBIX NMPOLEHTHBIX COOTHOLIEHMIT
GenKoBbIX (ppakumii KPoBH Y GOJBHBIX XPOHHYECKHM JHMpoaeiikozom B 50 %
cayvyaeB Habaojanach albOYMHHEMHS H COOTBETCTBEHHO NOHH KEHHE IJIO-
O6yJaHHOB 34 cuer f- u y-(pakuui. DTH NOKa3aTeJH COOTBETCTBYIOT AaHHBIM
JinTepatyphl. B rpynne pojcrBeHHHKOB 3THX GOJBHBIX OTHOCHTEJIbHOE Npo-
LIEHTHOE COJiepKanne aJbOYMHHOB OblI0 GOJbIIEe HOPMBI 32 CYET CHH/KEHHS
a)-, ag- H P-ppaxkuuit raobyauuos. Ilpu .onpeneneﬂuu B KPOBH 3THX iKe
GOAbHBIX H HX POACTBEHHHKOB COZIEPHaHHS MOYEBHHEI, KpEaTHHHHA H NyTeM
nepecyetTa MO NOKasaTeasiM MOYEBHHBI COJIEPJKAaHHs a30Ta B MOYEBHHE
¥ OCTATOYHOrO a30Ta HH B OAHOM M3 STHX IPYNN HaMH He BBISIBJIEHO 3aMeT-
HBIX OTKJIOHEHH} OT HOPMBEIL.

Taxkum oGpasom, npH H3ydeHHH GeaKkoBoro o6MeHa B KPOBH 310POBBIX
DOJACTBEHHHKOB NepBOH cTeneHH OOJBHBIX JeHKO3aMH BHISIBJ€HA AUCHPO-
renHeMusi. Ha ocHOBaHMH 3TOro HaM NpeJCTaB/seTCs BaXKHBIM MOJAYEPKHYTh
BO3MOJKHOCTb 3HJIOT€HHBIX HApYNIEHHH IpH JefKo3aX H HX reHeTHYeCKOwH.
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