Muroxonapuanabnayio JTHK M0KHO m0JIyunTh HE TOJBKO OT MaMbl, HO M OT IaMbI.
IIpaBaa oyeHb peako.

I'eHeTHKH BHepBbIe ONMCAIN CIydaH, Koraa Muroxonapuaibuyo JJHK yenoBek Hacieg0oBas He TOJBKO OT MaTepH, HO U
ot ota. Takoe 1BoiiHO€ HacJIeJ0BaHHEe OHH 0OHAPY:KIJIH B TPeX NOKOJEHHSAX He POJICTBEHHBIX MeKIy c000il cemeil.
ITo BEIBOIaM aBTOPOB, 3TO NPOHCXOJUT H3-32 MYTaIIi AyTOCOMHOTI'0 TeHa.

HacnepoBanue mutoxonapuaibHoi JJHK 1o maTepuHCKo#i JIMHUM — OJHA U3 OCHOBHBIX JIOTM reHeTUKU. [IpruyrHa B TOM, 4TO 3UroTta
MOJTy4yaeT NPaKTUYECKH BCIO UTOILIa3My C MUTOXOHAPUSIMU U3 ANLIEKIETKH (Ha Jouo criepmarozona npuxoaurces 0,1%), u kpome
TOrO, JaXe€ HUYTOKHOE YHCIIO OTLIOBCKUX MUTOXOHJPHIA, BCE XKe IMOMAaBIIee B 3UTOTY, aKTUBHO JIUMUHHUPYETCS], Ha 3TO B KJIETKE €CTh
CrielMaTbHBIA MEXaHU3M. A BOT aBTOPHI cTaThy B KypHae PNAS 3Ty gormy He TO YTOOBI OIIPOBEPIIIH, HO ITOKA3JIH, YTO U3 Hee
OBIBAIOT UCKITI0UeHMs1. OHU OIMMCAJIM HECKOJIBKO CITy4YaeB JABOMHOIO HacjeoBaHus MUTOXOHApHanbHOi JHK — ot Marepu u oT oTua,
NPHYEM 3TH Cllydau, B 00IIen cloXHOCTH 17, ObUIM HAaliIeHb! B TPEX HEPOACTBEHHBIX MEKIY COOOH CEMbsIX.

Hauanoce Bce ¢ 00C/ieJOBAHUS YETHIPEXJIETHETO MAJIbUMKA C CUMIITOMAMU MBIIIIEYHOM OOJIM M XPOHUYECKOH YCTAIIOCTH, BPAYX HAIILIA
Y HEro MUTOXOH/IpHATBbHYI0 HefoctaTouHOCTh. Ero MT/IHK cexBeHMpoBany 1 0OHApYKUIIM reTepoIIa3MHIO — 3TO SIBJICHUE, TIPH
KOTOPOM MHUTOXOHJIPHH OJJHOTO YejioBeka coaepxat pasnyio [JHK. OOpYHO MPUYHMHON reTeporIa3MUd CTAHOBSITCS
MUTOXOH/IpUAJIbHbIE MyTAllMM B COMAaTHUECKUX KJIETKaX, U yallle Bcero asa BapuaHta MTIHK y onHOro uesnoBeka pa3inyaiTcs: OJHUM
HYKJICOTHIOM B no3uiuu (uto Obu10 Haiineno y Hukonas 11 v ero poncreeHnnkor). Ho B taHHOM ciiydae B MUTOXOHApUaibHou JTHK
MaJIbuiKa OOHApy KWK coYeTaHue ABYX pasHblx rartorpym (ROal u USb1ldlc) B coornommennu 60% u 40%.

Yuensie cekBennpoBaiu MTAHK y ero ponctBeHHUKOB (CeMbsl A) M HAIIUIHA TAKYIO e FeTepOIIa3MHIO Y CECTphl, OpaTa, MaTepy 1
JeAyIIKY N0 JIMHAKM MaTepu. PackpyTHB 3Ty ceMeliHylo reHeTHYeCKyI0 OCOOEHHOCTh, UCCIIEJOBATENM PHILIN K BBIBOLY, UTO €e
MIPUYMHON CTajIa IBOMHAS Mepefadya MUTOXOHIPUHA — OT MatepH U oT oTua. Ho ciryuninack oHa He y JaHHOTO MaJIbuiKa, OH (Kak W ero
cectpa u O6par) nony4ynnu MmtAHK ot matepu. A BOT OHa, Kak BBISICHUIOCH, yHacseaoBana MTAHK ot o6oux pomuteneit: 60% ot
Matepu U 40% ot otna. KoToperii (a Takxke ABe ero cecTphl), B cBo0 ouepenp noryurt MtJHK He TopKo OT MaTepy, HO U OT OTIIA.
Takum 06pa3oM, Ha STOM CEMEWHOM JpeBe 0OHapyxeHo 4 ciaydas nepeaaur MT[JHK ot oGoux poauresei.

Ha cxeme cemelinoro apeBa ciyuyau aAoitHoro HacnepoBanus MTJHK noka3ans! uepHbiMu Kpyxxkamu 1 kBaapatamu (III-6 — maTb
Manbuuka, [1-4 — ero nen). 3amITpUXOBaHHBIMU KPYKKaMU U KBafipaTaMH MOKA3aHbl CJydau reTepoIia3Muu, HO TIOTyYeHHON
OOBIYHBIM CIIOCOOOM Hac/IeJOBaHUA — OT MaTepH; Tak ee MOy U 00cieJoBaHHbIA MaburK (IV-2, Ha Hero ykasbIBaeT CTpeJIKa).
CaeTJible KPYXKH ¥ KBaJipaThl 0003HAYAI0T WIEHOB CEMbHU, KOTOPBHIM reTepoIia3Mus He epeaaiach.
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Cxema nepegaun qeoiHoro HacienoBanus MTIHK B cembe A. Cityuan aBoitHoro Hacnenoanus MTJHK nokasaHsl yepHbIMU
KPYXKaMH ¥ KBaJipaTaMu. 3alITPUXOBAHHBIMU KPYKKaMH M KBaJpaTaMy IMOKa3aHbl ClIy4au reTeporuia3Miuu, HO TOJIyYeHHON OOBIYHBIM


http://www.pnas.org/content/early/2018/11/21/1810946115

CrocoOOM HaclieJoBaHus — OT Matepy. CBeTJIble KPYXKKHU U KBapaThl 0003HAYAIOT WIEHOB CEMb, KOTOPHIM I'€TepOoILIa3Mus He
nepezanach. CTpeska yKasblBaeT Ha MaJIbuHMKa, C KOTOPOro Ha4auoCch 00CIIel0BaHue.

Takoe xke siBIeHHE ObUIO OOHAPYKEHO eIlle B IBYX CEMbsIX, B KOTOPBIX HAaOMIOAAINCh CUMITTOMBI MUTOXOH/IPUAIbHOM
HegocraroyHocTd. B cembe B rereporiazmust no mr/JHK Obiia HaiineHa y 35-1eTHero My K4urHbI (Y HErO COYETAIMCh TarlyIorpyIIibl
K1b2a u T2ala B cootHomenun 49% u 51%). [lokazano, yro u oH (I1I-2), u ero orery (II-3) monyunnu mtJHK ot oboux poautenei.
Huxe mokazassl 3Tu ciIydaun Ha ceMeiHoM Jpese B.
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Cxema nepenauu apoiiHoro HacnenoBanust MTJHK B cembe B. Ciyvau aoiiHoro Hacienosanus MTJHK nokazansl uepHbIMU
KpyXKaMu 1 KBagpaTamu. CBeTIble KPYKKU M KBaJpaThl 0003HAYAIOT WICHOB CEMb, KOTOPBIM IeTeporuIa3Mus He repeaanach. CTpeka
YKa3bIBaeT Ha MYXUYHHY, C KOTOPOTO HAYaJI0oCh 0OCIIeI0BaHUE.

B cembe C cUMNITOMBI MUTOXOH/IPUAIIbHBIX HAPYILIEHUI ObUIH OOHAPYKEHbI Y 49-JIeTHel JKeHIMHBL. B ee ciiydae reTeporuia3Musi 1o
MtIHK BrIpaxainacek B coderanuu rarwrorpymi K2blala u K2a7 (24% un 76%). CeksennpoBanne MTJHK wieHOB cembu mokasaso,
yro aBoriHoe HacnenoBanue MTJHK ciyunnocs y Hee (II1-6) u y ee O6para (I11-7), a panee — y ux otua (II-3). detu xenmunst (IV-1 u
IV-2) Takxe NoJIy4Yuiv reTeporia3Muio, HO TOJIbKO OT Hee (MaTepu), TO eCTh OOBIYHBIM CIIOCOOOM.
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Cxema niepegaun qeoiHoro HacienoBaaus MTIHK B cembe A. Ciryuan aBoitHoro Hacnenoanus Mt[JHK mokazaHsl yepHbIMU
KpyXXKaMH{ 1 KBaJpaTaMu. 3alITPUXOBAaHHBIMY KPYKKaMHU M KBaJpaTaMH IMOKa3aHbI CIy4Yau reTeporuIa3MHud, HO TIOJTYYSHHOW OOBIYHBIM
croco6oM HacjeoBaHUsI — OT MaTtepu. CBeTybie KPYKKU ¥ KBaJpaThl 0003HAYAIOT WIEHOB CEMb, KOTOPBIM IreTepOIUIa3Mus He
nepenanach. CTpesika yka3blBaeT Ha KEHIIUHY, C KOTOPOH HAYaIoCh 0OCIeIOBaHHE.

Uroro, B 00111el CIIOKHOCTH, B TPEX CeMbsIX OblII0 00HapyxkeHo 17 ciayuaes nBoiHoro Hacienoanust MTJHK. [TonydyeHHble aBTOpamMu
PaboTHl pe3yabTaThl ObLIN HE3ABUCKMO MOATBEPKACHEI elle B JBYX JIA00PaTOPHUsX, TaK YTO B MX JIOCTOBEPHOCTH COMHEBAThCs HE
MPUXOIUTCA.

HpI/IMG‘IaTeHbHO, 4qTOo ,I[BOﬁHOC HaCJIEAOBAaHUEC MTI[HK MOBTOPACTCA B CEMbAX B HECKOJIbKHX ITOKOJICHUAX. TO HaBEJO Y4Y€HBbIX Ha
MBICJIb, YTO JaHHaA 0COOEHHOCTh HaxXOAUTCA MOA KOHTPOJIEM ayTOCOMHOI'O I'€Ha, MyTalllsdd B KOTOPOM IEPEAacTCs MO HACIEACTBY. Onu
MPEANOJOKNIN, YTO ITOT I'€H CBA3dH C MEXAHU3MOM 2JIMMHUHAIIUN OTHOBCKHUX MI/ITOXOH,HpI/Iﬁ B 3urote. Ecim ren MYTUPYET, MEXaHU3M

9JIMMHWHAIIMM HApYHIA€TCA, YTO U ACJIA€T BO3MOKHBIM MEpeaavy OTHOBCKUX MI/ITOXOH,HPI/Iﬁ pe6eHKy.

ABTOpr NOAYEPKHUBAIOT, YTO ITO ABJICHUE UCKIIIOYUTEIbHO PEAKOE, U HACJICJOBAHUE MTHHK 1o MaTepI/IHCKOﬁ JIMHAH aOCOJTIOTHO
JOMUHUPYET. A 06Hapy>1<eHHoe HCKIIOYECHUE U3 TIpaBUJT n06y>1<)1aeT JOCKOHAJIBHO pa306paTLC$I B €Iro MEXaHU3MaXx.
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