POﬁepTCOHOBCKHe TPAHCJIOKAIIMA U UX KIIMHUYC€CKHE ITPOABJICHUA
Kapueesuu Enuzasema IOpvesna

benopycckuii 2ocyoapcmeennviii meouyunckuil ynugepcumem, Munck
Hayunutii(-e) pykosooumens(-u) — Illlenenesuu Enena Hnvunuuna,
benopycckuii 2ocyoapcmeennviii meouyunckuii ynugsepcumem, Murnck

PoGeprconoBckue tpancnokanuu (PT) — ogam m3 Hamboliee 4acTO BCTPEUAROIIUXCS
BPOXKIACHHBIX XPOMOCOMHBIX aHOMAJIUN Yy 4YelOoBeKa, MPH KOTOPBIX MAJUHHBIC IUIEYU ABYX
AKPOIICHTPUYECKUX XPOMOCOM OOBEIUHSIOTCS C OOpa30BaHHMEM OJIHON METAICHTPUYECKOU.
Yacrora HocuTeNnbCTBA cocTaBisieT okoyio 1 cimydas Ha 1000 yenosek. LlenTpuueckue cnusiHus
(IC) mpucyrctBytoT y 0,1% ot obmieit nomynsiiuu u'y 1% ot nomynsnuu 6ecrioaasix. Hamiuuue
cOamaHCUPOBAaHHOM pPOOEPTCOHOBCKOM TpaHCIOKAMM B KapuoTurne (EHOTUNHYECKU. He
IPOSIBISETCS, OJHAKO y HOCUTENEHW YBEIMYMBAETCS PHUCK BBIKUJIBILEH, HPUBBIYHOIO
HEBBIHAIIMBAHUS, POXKACHUS JIeTel ¢ HecOaTaHCUPOBAHHBIM KapUOTHIIOM Y MHOKECTBEHHBIMU
BPOXKJICHHBIMH TTOPOKaMH Pa3BUTHUs (THaponedanus, aHopranbMus, TUciTa3us MoYeK U 1p.), B
TOM 4YHCIIe TpaHCIOKalMOHHOW (opmoit cunapoma Ilatay u Gonesupto [layna: OcobGeHHO
aKTyaJbHOH NaHHas mpoOyieMa SBISETCS IS KUTener ['oMenbCkoi 00MacTH, cpeian KOTOPBIX
HA0JII0JIaeTCsl 4acTO€ BO3HUKHOBEHUE POOEPTCOHOBCKHUX TPAHCIOKALMM, B TOM YHCIIE MEXAY
TOMOJIOTHYHBIMH XPOMOCOMaMH.

W3yunth BapuaHThl pPOOEPTCOHOBCKUX TPAHCIOKALMN,  KIMHUYECKUE IPOSBIEHUS,
YacTOTY POXKAAEMOCTH JIETel ¢ TpaHCIOKalMOHHOM dopMmoii cunapoma [laray u Gonesnu [layHa,
yacToTy Bo3HUKHOBeHHUs PT cpenu sxureneit ['omensckoit.00mactu ¢ 2000 rona.

[TpakTnueckass yacTb paboThl OblLIa BBHIMOJHEHa Ha 0a3e ['omenbckoro Menuko-
FEHETUYECKOT0 LIeHTpa. bbuin npoaHain3upoBaHbl CEMbU, B KOTOPBIX XOTs Obl OJJUH U3 YJICHOB
apnsiercs Hocutenem PT (49 cemeii: 102 xapuoTtumna).

[TpoBeneH cTaTUCTUYUCKUN aHATIU3 U3yYEHHBIX KApUOTUIIOB. BbL10 BBIsSIBIIEHA Cie1yrOIIast
YacTOoTa BCTPEYAEMOCTH TPYII PoOEpTCOHOBCKUX TpaHciokauuit: rob (13;14) — 57,843%; rob
(14;21) — 19,608%; rob (14;22) — 3,922%; rob (14;15) — 2,941%; rob (15;21) — 0,98%; rob (15;22)
—4,902%); rob (21;21) — 6,863%); rob (13;13) —2,941%.

1. UccnenoBanus moka3aiy, YTO HaWOOJbIIIAsl YACTOTA BCTPEUAEMOCTH POOEPTCOHOBCKUX
TpaHclokauili Habmonaercs meskay 13 1 14 xpomocomamu (57,843%). 2. Ilpu PT, B koTopyto
BoBlieyeHa 21 xpomocoma,- B 12,745% cnywasx HaOmroganach TpaHCIOKAIMOHHAas QopMma
cugapoma Jlayna. M3 mmx 9,804% - srto ILIC romosornunelx xpomMocoM. 3. B ciyuae
pOOEpPTCOHOBCKUX TpaHCIOKAIMH, CBS3aHHBIX ¢ 13 XpomMocoMmoH, TpaHCIOKalMOHHas (opma
cugapoma Ilaray coctaBmser 6,863% (2,941% mnpuxoautcs Ha romonoruunbie PT). 4. PT,
MPOUCXOAIINE MEXITY TOMOJIOTUYHBIMA XpOMOCOMaMu Haubosee onacHsl, T.K. B 100% ciydasx
Ha0Jro1aeTcst HeCOaMaHCUPOBAHHBIN KapUOTHII.
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