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TEHETUKA BPOXJIEHHBIX ITOPOKOB CEPJILIA

Cemeiinble cayyan aedexra MeXNpeACepAHOA neperopoaku (coobuenne 1)

B cratbe onncaHm 24 CeMbH, B KOTOPHIX Je(eKT MeXNpeACEpAHOH NMEperopojikH BCTpe-
yaercsi GoJlee ueM Yy OAHOrO 4JieHa. B STHX ceMbsix HaG/IOAaeTcsi COOTBETCTBHE ayTOCOMHO-
JIOMHHAHTHOMY HccaefoBanHio. Ilpeanonaraercs, 4To AeeKT MexKnpeacepAHON IeperopoaKiL
MOJKeT Hac/JeJOBAThCH KAK ayTOCOMHBIA JAOMHHAHTHHIA MOHOreHHBIX NMPH3HAK B OJHHX CeMb-

SIX M KaK IIOJHreHHBA—B APYTHX.

Hecmompsi Ha SHAYHTEJbHBIE YONEXH B JHANHOCTHKE M XHDPYPNHIECKOM
JIGYEHHH BPOJK/JEHHBIX [IOPOKOB CEep/la, BOIPOC 06 HX STHOJOTHH B GovbLIeH
CTeTIeHH - OCTAeTOsl 3aNyTaHHBIM M (HEepeIleHHBIM.

B Hacrosilee BpeMsl eCTh MHONO JIAHHLIX, OBH/IETEILCTBYIOIMX O 3HAYH-
TEJBHOH 'POJTH JSHIOreHHbIX (TeHeTHYECKHX) (aKTOpPOB B BO3HHKHOBEHHH
@ |pasBHTHH BPOK/J@HHLIX IIOPOKOB cCepyilia. DTH (1aHHLIE OCHOBBEIBAIOTCS HA
ceMeliHbIX CaydasiX BPOK/IEHHBEIX mopoxos cepaua [8, 9, 13, 14, 18, 33], na
pesyJbTaTax, MOYYeHHBIX Ha IMOHOBHNETHHIX M JIHA3HIeTHBIX OJHsHenax
[4, 9, 19, 21], Ha HEKOTOPHIX C/IyYyasX SBHO MOHOTEHHONO HACJE/L0BaHHSL
OTIpe/leIeHHbIX BPOX/IeHHbIX MOPOKOB Ceplla—KaK MmpH cHHIpome. Mapda-
Ha, Xypaepa, arakcun Opunperixa 1 Mopkuo-Yunpuxa [2, 16], a Takxke na
TeX (paxrax, 9m0 mpH TpHcomusx xpomocoM rpymn I, E, G B GoabmmHCTBE
QIyYaeB HaGMIOKAIOTCS pasIWdHbIE BPOXKJIECHHblE MOPOKH CEpHLa, MmpHueM
CIEKTPhl THIOB JIGPOKOB HJS PasdHBIX 'np:mamwn 'OYILECTBEHHO D as/IMYaloTCs
[22, 24, 25]. .

B nacrmosilee Bpems B JHTepaType ONHCAHO MHONO CIYYaeB CeMeNHBIX
BPOXKIEHHLIX JIOPOKOB 0epALa. B 5THX HOCA8I0BaHHAX (P ACCMaTPHBAIACE BCE
THIB BPOXKIEHHEIX IOPOKOB BMEeCTe, TOrJAa KakK IOOLIeH3BECTHO, YTO PasHLIE
BPOXK/EHHBE NOPOKH CepJlla MMEIOT PasJHYHYIO STHOVIONHIO, IIOSTOMY He-
06XOIHMO TIPOBOJMTH NeHETHYEOKOe H3YUeHHe BPOKIESHHLIX TOPOKOB Cepiua
HE BOEX BMECTe, i@ OTIEJNbHO TI0 KasKJo# HOSOJIONHISOKOH eIHHHIIE [1, 3, 5,
18, 20]. )

B Hacrosiel cTaThe Mbl MPHBOMAM 24 CeMeHHBIX caydas edeKTa Mex-
TIpEICePHOA NEeperopoNKH H3 75 O6CAeTOBaHHBIX CeMel Mo mpoGaHmy ¢
BPOK/IEHHBEIMH (TOPOKAMH ICepJa.

Pa6ora BhimoviHeHa B OTNENEHHH BPOXKIEHHBIX NOPOKOB WHCTHTYTA
KapHOJJOTHH, a YacTh GOVIBHBIX BHISIBJIGHA MYyTeM aKTHBHOTO OOC/]ETIOBaHHIL
cemeli mpo6ammos. [lnarsoshl GOLHBIX TOCTABJEHH HA OCHOBAHWH KJIHHH-
YeCKOro M JabopaTopHONO OGCaSIOBAHMS: SJMeKTpoKapauonpadus, doHo-
Kapanonpaipus, pPeHTreHOCKOITHs, ([peHTreRorpadus, ¢aooponpadus, saex-
TPOKHMONpahHs ¥ B HEKOTOPHIX CJIydasX 3OHAMpPOBaHHe cepaua. Bce pon-
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creeHddkH | crenenu (GpaThs, cecTphl, CTell, MaTh H JETH) TakxkKe ObLIH
NOIBEPIHYTHl 06 CJ1e/10BaHHIO.

Has xaxaoro npobaHia Ha OCHOBAHHH NMOCEMEHHOTO aHavuH3a 3amoJ-
HeHa reHeTHYecKasd KapToyka H COCTaB/JeHa pOLOC/IOBHAS-

ITpoGang M. P., 4 Jer (remernueckas kaptouka Ne 27). ¥ Marepu oOHapyxeH nedext
uexnpeacepanoi neperopoaxs (pue. 1) 1).

MpoGaux A. A, 5 Jder (reHernyecxas Kaproyka Ne 6), c 3-7erHero Bo3pacTa YCTaHOB-
JeH Bpoxiennpiit nopok. Ilpn obcienoBanuu cempd Yy Opara TakxKe YCTaHOBJIeH Aedekt
MeXnpecepAHo# Neperopojiky, a y Marepd oGHapyXeH MOPOK, THI KOTOPOro He yaaaochk
yeranoputs (pue. 1, 2).

I. ® @ ruzuBMZN C AE(}EKTOM MeXnpeACEepAHON NEepEeropoAKH

2. @ @@ WHAMBHAN C JAG(PEKTOM MeXEeNIyAOYKOBOY NeyeropOAKH

3. @ gg PHAMBHAN C ADYrMMM BPOXZEHHHME NODOKSME CepAua ;

4, o‘,u MEZMBHZN C COpAEYHNMM 3a00NEGBAHMAME HOMHEEKOHWOHHOM STHOAOIEN
S. © @) RHZRBKAN C NPOYMME. CepAEYHUME 3a00NeBAHEAME

Pyc. 1. PoxocioBrre npo6anios ¢ AedeKTOM MeXNpeNcepAHOK NeperopojKH.

ITpoGasg B. T., 7 ner (remernueckas Kaprouka Ne 92). ¥ Gpara TakKe ycraHOBJeH
HIAGHTHYHEX mopok (pmc. -1, 3).

IlpoGarx T. K., 25 mer (remernueckas xaprouka Ne 58). ¥V chEa ToXe BHABJEH HIeH-
THYHEE mopok (pue. 1, 4).
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Mpo6ann A. T., 5 aer (remernyeckas kaprouxka Ne 23). ¥ cecrpn mpoGamaa u y Mma-
Tepn ycTaHoBJen JedeXT Mexnpexcepanoit meperopoaxm (pue. I, 5).

Ilpo6aux T. K., 13 ner (remernyeckas xaprouka Ne 10). Taxoit xe aedexr ycranosaen
y Matepn u y Broporo Gpara. Tperii 6par u oTei saoposu (puc. I, 6).

MpoGaun T. H., 4 aer (remetnyeckas Kaprouka Ne 8). ¥ martepn Takxke oGnapyxen
nedexr Mexrpeacepauofi nmeperopoaku. Otewm n apyroi Gpar 3nopoBmt (pae. 1, 7).

IpoGaun H. A, 5 Jer (remeraveckass Kaprouka Ne-47). MaenTnuusil mopox ycraHos-
JeH y cecTpu. Y Marepn npofanfa oGHapyeHa NMapOKCH3MaJbHasi TaXWKapius, MpHIMHY
KoTopoli He yaadoch ycraHoents (pHe. 1, 8).

IpoGaux K. K., 6 ser (remernueckas Kaprouka Ne 14). Marh Takxke crpajaer ne-
dexTom MexnpencepaHoit neperopoaky. Oten i xpyro# Gpat smoposm (pue. 1, 9),

IlpoGanx M. H., 6 zer (renernueckas kaprouka MNe 1). ¥V Gpara ycranosien medexrt
MeXnpezcepAHOR NMeperopoAxH. Y MaTtepy THN mopoka He ycrawowsen (puc. 1, 10).

IlpoGang T. T, 7 ner (remernueckas Kaprouka Ne 9). Bpar Takxke crpamaer nediekTos
MeXxnpejicepAHofl MeperopofikH: Y MartepH THN IOpoka He ycramomden (puc. 1, 11).

Ipo6auz T. H., 21 rox (remernueckas kaprouka Ne 30). ¥ marTepH TakkKeé ycraHoBjeH
nedekT MexkmnpeacepaHoil neperopoaks. Oten u apyro# ceiH 30poBul (puc. 1, 12).

IMpo6ana A. A, 9 Jer (remernyeckas Kaprouka Ne 114). ¥V ceiHa ycranoBien Hue-
THYHBI nmopok. Math crpajaer HapyumeHHeM -cepievHoro putma (pHe. 1, 13).

IIpo6aun A. C., 13 ner (rewermueckass kaprouka Ne 13). MneHTHUHEM NIOpOKOM cTpa-
Aaer crapuyfi Opar. Y OTHA YCTAaHOBJEHO HapymeHHe cepieyHoro pHTMa. Jpyrof cum i
mMath spoposnl (puc. 1, 14),

Ipo6ann K. A, 20 ser (remernueckas xaprouka Me 7). ¥ MaTepH TakxKe yTaHOBJEH
nedexr MexnpencepaHoi neperopoxkn. Crapmas cectpa uMeer ChiHa, KOTOPE cTpajaer
nedeKToM MeXXKeaynoukoBoi neperopoaxu (puc. 1, 15).

ITpo6anx T. K., 16 ner (remermueckas xaprouka Ne 62). ITpn o6cieopanum cembir
Y MaTepH H Y CecTpH TaKiKe yCTaHOBJeH XedeKT MexnpeacepiHoi neperopoaxn. Ortenm i
npyroit ceiH 3xoposur (pHc. 1, 16).

ITpoGanx Y. O., 8 ner (renernueckas xaprouka Ne 67). Ilpu obGcaenoBaHHH ceMbir
y 6para Take YCTaHOBJEH Aecpex-r MeXNpe/ICeHOA Meperopojiky. Y oTHa THN MOpoka
He ynaznoce ycranoButs (pHe. 1, 17).

ITpoGarn K. A., 12 ner (remernueckass Kaprouka Ne 3). Ilpu oﬁcnenoaamm CeMbH Y
CeCTPHl TaK)Ke OGHapy>XeH HeeKT MeRmpelcepJHON NEperopofKH. ¥ MaTepH THN IOPOKA
He ycraHopieH (puc. 1, 18).

IlpoGanx C. A. 8 mer (remeTnyeckas kaprouka M 29). ¥V oaHoro GpaTa Takxe ycra-
HOBJIEH JnedexT Mexnpeiacepianoi meperopoaxx (pue. 1, 19).

IlpoGauy A. A, 7 zer (remerHueckast Kaprouka Ne 20). Iedexr Mexmpexcepmuoff
TIEPErOpoNIKH TaK)Ke ycramosieH y Gpara (pme. 1, 20).

IMpoGaun A. I0., 9 ner (remeruyeckas xaprouka Ne 30). Ilpn o6clenOBaHHH CeMBbH
y 6paTa Takxke ycTaHOBJeH Je(eKT MeKNpeACepAHON NeperopoAKH. Y MaTepi THI NOPOKa
He ycrarmopmren (pmc. 1, 21).

Ilpo6anx X. B., 12 zer (remernueckasi kaprouka Ne 24). ¥ ommoro Gpara Takxe 06-
HapyxeH nedexkT MexxnpeacepxHoi meperopoxku -(pue. 1, 22).

TlpoGanx B. A, 12 ner (remernueckas kaprouka Ne 51). ¥V Gpa'ra TaKxKe 0GHapyKer
ZedekT Mexnpencepanoi meperopoakn (pue. 1, 23).

Ilpo6asx C. C,; 11 aer (remernyeckas Kaproyka Ne 32). [lsa Gpata CKOHYATHCH
B paHHeM JETCKOM Bo3pacTe BHesamHo. Y ofHoro 6paTta TaKkike YCTaHOBJEH JedeKT Mex-
TIpeJcepaAHOf IeperopoAkH. MaTe H OTell CTPamaioT TAXKEJILIMH CepAeTHBIMH HapYUICHHSMIF
HeHH(EKIHORHOro XapakTepa, HO BPOXKJAEHHOrO NMOpOKa He ycraHopgeHo (puc. 1, 24).

Taxmm .o6pasom, cpenn 06CTETIOBAHHEX ceMeli 75 MpOGAHNOB HMMELH
RedheKT MeKIpeIcepHOH NepenopONKY, ¥ 24 M8 HHX STOT MOPOK BCTPEYaacs
y AByX ¥ Gosee uneHOB ceMbH. B 9 cembsix OblI MOPacKkeH M O[HH U3 DOMIH-
Tened. B ocrasenbix cayuasx gedekT GbLI BHIABIESH Y JABOIOPOIHBIX GpaThEB
M cecTep Npobanjia HIIH y ChIHA ONHONO M8 (poJMTeNell, HIH Yy POIHTENeR
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OblJ1 TOPOK cepuia HewH(peKIHOHHOA 3THOJMOrHH. Bee 310 mossoasier mpex-
TOJIOAKHUTE JOMHHAHTHYIO Nepexayy 3Toro mpu3Haxa. M B camom gere, ecan
HCKJIIOYHTL NPOOaHA0B, TO COOTHOLIEHHE NOPAKEHHbIX M HeNopazKeHHBIX
JleTe#l B 9THX ceMbsX ‘cocTaeuT 18:21, YyTO COOTBETCTBYET OXKHIAaeMOMY CO-
ongourensio 1:1 (P<0,01) mpy AOMHHAHTHOM aYTOCOMHOM MOHOISHHOM HC-
CJIe/IOBAHHH.

ITpr pacomorpensn obrajgaomux AedexToM MeXnpeacepIHoi nepero-
POMKH H TEX POJIHTEJEH, Y KOTOpHIX OOHapYKHBAIOTCS TE MVIH HHbIE TOpa-
7KeHHs Ccepiua HewH()eKIIHOHHOH STHOJOTHH, TO IIeHETPAHTHOCTh (MpOosABJIA-
eMOCTh) reHa cocraBasier 62,5+9,9%.

Ilpy amanuse pogocyoBHBIX Gpocaercss B IMiasa Gouablloe HCIO DOA-
CTBEHHHKOB, HMEIOLIHX Te HJIM HHbIE cepjeynbie 3aboneBanusi. K coxanenuio,
STH JaHHbIe GbUTH NOJYYeHBl IO aHaMHe3y, ¥ Mbl GbUTH HEe B COCTOSTHMH M
obc.1e10BaTh AHO0 10 NPHYHHE WX CMEPTH, JHGO H3-3a OTXAJEeHHOCTH MECTo-
JKHTeJILCTBA.

Mgic/Ib 0 BOSMOXKHOCTH JOMHHAHTHONO HOCIETOBaHHs Ae(eKTa Mex-
npejcepaHoA Neperopoiku Gbuia Bhickasana INoBuTom [10], womopsi# omu-
caJl ceMblo, e OBUIH MOparKeHb! [oub, MaTh W Oabymka. Llykepman c
coasT. [23] omucanH TOT Ke JedpexT B 4 MOKOVICHHSIX W NPHLULTH K aHavio-
ruuHomy BbiBORy. Onnako Slo u Tommcon [21] mprBomsT caydad, korxa 4
cpiHa #3 9 WMENIH JedexT MerKmpecepiiHOf NeperopofikH, Ha OCHOBAHHH
Yere aBTOPhI MPHXOJAT K BBIBOJTY, 4TO AedeKT Neperaercs ayTOooOMHOpelec-
CQHBHBIM MYTEM, TaK KaK PONHTENH H GJIH3KHE POICTBEHHUKH NpH obcieosa-
HHH OKasaulWch (PEHOTHYEOKH S3JOpOBHLIMH.

B najpueiilieM pas;HYHLIMH aBTOpAMH OBLIH OMHCAHBI CSMBH, Te Ha-
Gaioasrach ayTOCOMHO-JAOMHHAHTHAS Iepefadya JedexTa MeXmpecepyHoH
neperopoaxku [10, 17, 19], omHako moc/aeoBaHHAMH, IPOBEJEHHBIMH HA
Goapmwom Marepmaye [6, 7, 11, 12, 15], ycraHoBaeHO, YTO Yalle BCEro Ha-
OnioaeTcsl TOpackeHHe CHOCOB ITPH 3M0POBHIX POMHTENSAX, a TaKKe IOBbI-
HIEHHAS [0 'Op ABHEHHIO ¢ OOINeH TomyJsAIHe# JacToTa PONCTBEHHBIX GpaKOB.

OueBHIHO, AeheKT MEKIIPeICEPIHON NePeropoNKA MOKET TIepesaBaThCs
B [Pa3JIHYHBIX CEMbSIX MO-PABHOMY: JHOO ayTOCOMHO-TOMHHAHTHO, YTO HMEET
MECTO IpH CeMeHHbIX Caydasix, JuGo mouiHTeHHO. COOTBETCTBEHHO 3TOMY
TIPH ayTOCOMHO-IOMHHAHTHOMH Iepenade MOopKeT MopakaThCsl KOHEYHas Lenb
OGHOXHMHEYECKHX MOD(OreHeTHYE0K X Peakyf, a MmpH MoJHTeHHOX—HaMalb-
Has.

BeBojamh

1. U3 obcaenoBanubix 75 cemel 10 MpoGanmy C yeexToM Mexmmpes-
CepIHON MEeperopoKH ONMCAHBI 24 ceMBH, NIe STOT AedeKT BeTpeyascs
y IByX # GoJee YJIGHOB cCeMeH.

TlokasaHo, 4TO B STHX COMBAX Ae(eKT MEeXKMpeIXcepPHOH IEPeropoaKH
HacJefyercsi MO ayTOCOMHO-JNOMHHAHTHOH CXEeMe.

2. BrickasaHo ImpeNmOVIOPKeHHe, YTO JedeKT MOoKeT mepenaBaThCs (10
PasJHYHBIM THIAM HaC/IefOBaHHWs B PaASHBIX CEMESX.

TAHCTHTYT KapAHOJOLHH H CepAeYHOA XHDYPrax
M3 Apm.CCP : IMocrymina 27/VI 1972 r.



90 A. K. Ilerpocsan, A. C. 3ypaGsu

U 4. AbSPNUSLY, U. U. 2NRPURSULL

Ursk ALLUPL ULPUSLLLP FLLLSPULY

Udphnthnod

Upinp pliwrdple wpunnbhpl swnwgugdulh wunnSunlibpp werpybne Supm-
il Gwmwpdby b Swgmilwpufuljul §bmugnmnfgnde Neumdbmufpfud
75 plunwhipplbphy 24 phmwlfppnul Jhyhufuwupnwgflc dhghmmmmp ghdblmp
Swligpuhy b plnuiifph Shipy wibip whpudbbph dnwe gy plonwbfpphbpmol
Shoyury wpummp shnfuwbigdhy b ownomnund b grd ol gl ufubid o e

bipwnplnud b, np wyn wpwmp mwpphp phowhfphbpmol Jupeg Fofin-
feligi by snwpphp nogfilchpn:
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