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lnaBuast pexkyppenTHas genpeccusi (I['PI) sro koMIutekcHoe nenxmaeckoe 3abosieBanme, Ha
aToreHe3 KOTOPOI'o BIUAIOT KaK (paKTOPBI OKPYZKAIOIIE CPeJIbl, TaK U FeHeTuIecKas IIpeIpac-
0JI03KeHHOCTDh. COryIacHO OJTM3HEIIOBBIM U CEMEHBIM UCC/IeI0BaHUusIM KO(DDUIIMEHT HACTIETye-
MOCTH JIEIIPECCUBHBIX paccTpoiicTs cocranisier 45-50% (Bierut et al., 1999; Kendler et al., 1993).
Taxkoit ko3 durueHT Hac/IeyeMOCTH CBUIETEIbCTBYET O CYIIIECTBEHHOM BKJIAJ€ T€HETUIECKUX
daxrTopos B 3Tnonarorenes ['P/I.

B mmonepckux nccienoanusx bymaepoit K.B. u corp B OT'en PAH 110 rereTnke KopeHHBIX
HapoyioB Jlarecrana Obln OOHAPYKEHBI PeJIKNEe NeHEeTUYeCKUe N30JIATHI ¢ BBICOKOI arperarueit
KOHKDETHBIX KOMILJIEKCHBIX 3abosieBanuii (Bymaesa, 1991, Bymaesa u np, 2002, 2003, Bysaes
2006, Bysaes u jp, 2008,2011, Bulayeva et al, 2000, 2005, 2007, 2011, 2012), B Tom [ucie u
U30/IATHI C arperarueil rjIaBHoOil peKyppeHTHOH Jenpeccueil ¢ paHHUM BO3PacToM MaHuddecTa-
U U CYIUJIOB, CBsi3aHHBIX ¢ 910l nmartasorueil (I'P/I) . B 2-X BBICOKOrOPHBIX IMeHETHYIECKUX
n3oJiarax ¢ arperanueil I'PJl n cBA3aHHOrO € HEIO - CYHIIMIaMU MBI PEKOHCTPYHPOBATIN POJIO-
CJIOBHBIE Y KaKJIOTO 060bHOTO, BKJodatonye 11-13 mokosieHnii mpeikoB U “JIEHOB UX CeMei,
cobpasin emorpadudeckue, kiannndeckue u reserndeckue (JIHK) namnbie y Bcex 1oCTymHBIX
YJIEHOB POJIOC/IOBHBIX. Bce O0/TbHBIE U COBEPIIUBIIKE CYUIIHJIBI JIOKAJIUIYIOTCH Ha OJIHON POJIO-
CJIOBHO#I ¢ OrpaHUYE€HHBIM YUCJIOM POJIOHAYAILHUKOB. [IpoBe/n mo/THOreHOMHbIE CKAHMPOBAHUA
JTHK kazkmoro obcmemopannoro mo 400 STR un y kirfodeBsix 4jieHoOB cemeii - erme u 1o 500 ThIc
SNP-oB. B cembsix wusyumin crerienus 1o Bcemy renomy ¢ ['P/I B 1Byx  pasHbIX reneru-
qecknx m3ossaTax Jlarecrama (NeNe6007 u 6008) ¢ BBICOKOIT arperaryeil JaHHOTO 3a00I€BAHMNS.
Ponocnosnaga nz nzonara 6007 cogepxkur 22 60ombabix I'P/L u 11 cyunuios, cOBEpIIEHHBIX B 110~
cneguue 20 jiet; pojocioBHas n3 u3ossara 6008 - 29 60bHBIX 1 12 CyuIII0B, COOTBETCTBEHHO.
[Tonydennble HAMU PE3YIBTATHI BOCIPOU3BOIAT JAHHBIE MPE/IIIECTBYIONUX UCCIEIOBAHUN 110
crieriennsaM unn accormariuam ¢ I'P/L B permonax 11p15, 12q23-24, 13q11-32, 18q22 n 22q11-13.
Hapsiy ¢ srum, HamMu oOHApY2KEHbI HOBbIE BBICOKO JocTOBepHbIe crieiienus ¢ ['PI B uzoJisre
6007 ¢ JIOI =3.1-3.4 B 2p13.2-p11.2 (u curnas ¢ JIO=1.4 B Tom ke pernone B uzossite 6008) u
B 14q31.12-g32.13. MsI ycranoBuau remomubie crererus ¢ JIO=1.3-2.9, oTkpbiBatorue mep-
CIIEKTUBBI JIJIs JaJTbHEHNIEro n3ydenns I'eHeTUKN JIeTPEeCCUBHBIX PAaccTpoiicTs, B 9q33.3-q34.2
(6008), 13q31.1-q31.2 (6007), 11p15 (6008), 17q25.3(6007) u 19q13.31-q13.33 (6008). OGum™MU
JUTS U3y4YaeMbIX HAMU Pa3HbIX U30/IATOB crietyienusamu ¢ ['P/] okazammnch 6 reHOMHBIX PETHOHOB:
1p36.1-p35.2, 2p13.2-p11.2, 13q31, 17925.3, 18922 u 22ql12.3, Torna Kak 5 JAPyrux N€HOMHBIX
cueriennit -5ql4.1-q14.3, 9q33.3-q34.2, 13q31.1-q32.1, 149q31.12-q32.13, 20p13 okazaymce 10-
MyJIAITMOHHO-cHierududeckuMu. [lsg Oostee jeTaabHOrO n3ydeHnsi TeHOMHBIX MexaHu3MoB ['P/1
MBI TIPOBEIN yTUIyOIeHHBIN ana 3 renoMa 00bHbIX 10 500 Thic SNP-0B y KJII0YEeBBIX 1ICHOB
pomocioBabiX (Affymetrix SNP 6.0) ¢ mesibio usydenuns cTpyKTYpPHBIX BapUaIWil UX T€HOMOB
no Bapuanusivu gncia kormit (CNV) u norepe rereposunoraoctu (ROH). B mesom B crien-
seanbix ¢ I'PJ] permonax renomoB 60sbabIX ['P/I Hamu Bbigsienbt 133 cermentoB ¢ CNV,
u3 Hux 116 B ayrocomax, 15 B X u 2 B Y XpoMocomax, cojiepzKaiiux b u bojiee Mapkepos. 3
133 BBISBJIEHHBIX CErMEHTOB, 87 ObuM JyImKaiuu (13 HEX 9 roMO3UTrOTHBIX) U 46 jeseryn
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(5 romosurorubix). Pazmeper CNV cermenros Bapbuposaiu ot 101 mo 4040 kb, co cpemaum
paszmepom 308 kb na 1 obcnenoBannoro. B crenennnix ¢ I'PI pernonax y 9 6osbubix ['P/1
MBI OOHAPYKUIN 33 JAYIUIUKAIUK U 15 jeseruii, T.e., 9UCJI0 Jeselruil B 2 pa3a MeHbIIe, deM
aymukanuii. VIsydenune nmoanMopdusMa ducia Konuii B rpymmnax 6oababix ['PI u B KoHTpOJIE,
COCTOSITNEM M3 HEPOJICTBEHHUKOB U3 TeX YK€ U30JIATOB, HE COCTOAIIUX Ha y4eTe B ICUXHATPU-
YEeCKUX MEIUIMHCKUX YUIPEXKIEHNAX, MbI IIPOBOIMIN B PErHOHAX T'€HOMOB, B KOTOPBIX HAMMH
obnapyxkenbl crerienns ¢ ['PJI. Pesyiabrars!, nosydeHHbie B Halelr paboTe, MOKa3bIBAIOT, 9TO
CTPYKTYpHbIE Bapualuyu reHoMoB obHapyxkupatorcd B 12 u3 18 cuermtennsix ¢ I'PJ pernonax.
CaMpblil BBICOKHIT YPOBEHb I'€HOMHO HecTabMIbHOCTH OBbLT 0OHapykeH B 6 crerieHHbIX ¢ ['PI
peruonax: 2p13.2-p11.2 (6 meserun u 2 ayrmukarmn ), 4q25-q28.2 (4 nestenuu u 2 AyIIMKAIINN ),
7pl4.1 (3 meneruu u 5 aymiukaryn), 8p23.2-p23.1 (5 mesermit, 4 aymmmkarn), 18q22.1 (6 me-
nermit, 2 aymwinkanun) u 20pl3 (1 mesmenus u 4 gymmnkannu) (Pucyrok 1). Mbr ycranosmin
TakzKe 25 cermMmeHTOB ¢ norepstmu rereposurotrHoct ROH B mecaru cremennsix ¢ I'PI permo-
Hax 1p35.2-p36.2, 2p13.2-p11.2, 4q25-q28, 5ql4.1-q14.3, 7pl4.1-p12.3, 12q24.1-q24.3, 13q31.1-
13¢31.2, 18¢q22.1-q22.3, 19q13.31-q13.33 u B 22¢q12.3.

Ha ocnoBe mo/tydeHHBIX PE3Y/IbTATOB 1O CIEIJICHUIO W aHaJu3y CTPYKTYPHBIX Bapuaruii
reHoMa HaMu OBLIN OTOOPaH PsJ T'eHOB-KAaHINIATOB, BOBJIEUYEHHBIX B THonaToreres I'P/I.
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Puc. 1. IlomumopdusMm aynaukanmii, Jeenuil 1 moTepb NeTePO3UTOTHOCTH B CIEIVIEHHBIX T€HOMHBIX
peruonax y 6ompubix ['P/I.



