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AKTyanbHOCTBh. POOEpPTCOHOBCKHE TPaHCIOKALMKU — YAaCTO BCTPEYAIOLINECs BPOXKIECHHBIE
XpPOMOCOMHbBIE aHOMAJIUU, IPU KOTOPBIX JJIMHHBIE [JIEYH JIBYX aKPOLIEHTPUUECKUX XPOMOCOM 00B-
eIMHAIOTCA ¢ 00pa3oBaHUEM OJIHOM MeTaleHTpruueckoi. PoOepTCOHOBCKHE TpaHCIOKAIlMM UMEET B
kapuotune 0,1% HaceneHus, Cpeu MOMyJIsIUU OECIUTOAHBIX N0 HocuTesel nocruraet 1%. Hamm-
yre cOaJaHCUPOBaHHON POOEPTCOHOBCKOI TPAHCIIOKAIMK B KapuoTUIe (PEHOTUITHMYECKH HE ITPOsIB-
JsIETCs, OJHAKO y HOCHTENIEH YBEIMYMBACTCS PUCK BBIKUJBINIECH, NMPUBBIYHOTO HEBbIHAIIMBAHMS,
pOXaeHUs AeTel ¢ HecOalaHCHPOBAHHBIM KapHOTUIIOM M MHOXKECTBEHHBIMU BPOXKIACHHBIMU IOPO-
KaMu pa3BUTUA (Tuaporedanus, aHodhTaabMus, JUCIIA3US TOYEK U AP.), B TOM YK CJIe TPaHCIOKAIlH-
oHHOH (hopmoii cuaapoma Ilatay u cuaapoma Jlayna. /lanHast mpoGJiema siBIsie TCSl Ype3BbIYaiiHO aK-
TyaJIbHOMU 11151 xkuTeseil ['oMmenbckoi 00nacTu, cpenn KOTOpbIX HAOII0AAEeTCs YacTOE€ BOSHUKHOBEHHE
POOEPTCOHOBCKUX TPAHCIOKAIMM U POXKIEHUE AETEH ¢ TpaHCIOKaluoHHON (popmoit cunapoma Ila-
tay ¥ JlayHa, MHO>)KECTBEHHBIMU BPOXKJIEHHBIMU IOPOKAaMU Pa3BUTHSL.

Heab: U3y4yuTh 4acCTOTY BCTPEUAEMOCTH PA3NUYHBIX BUJIOB POOEPTCOHOBCKHX TPAHCIOKA-
LIUH, a TaKK€ UX KJIMHUYECKUE IPOSABJICHUS, YACTOTY POXKAAEMOCTU AETEH C TPAHCIOKALMOHHOMN
dopmoii cunapoma Iatay u cuaapoma Jlayna cpenu xuteneit 'omenbckoit o6aactu ¢ 1995 rona.

Marepunanbl U MeToabl. [IpakTuueckas yactb paboTsl Obula BbIMoOJHEHA Ha Oa3e ['omenb-
CKOr0 MEAMKO-T€HETHYECKOro LIeHTpa. bbun npoananu3npoBanbl HCTOPUM OOJIE3HEH YIEHOB CEMEH,
B KOTOPBIX XOTsI OBl OJIMH U3 HUX SIBJICTCA HOCUTEIIEM pOOEPTCOHOBCKOM TpaHciokamuu (70 cemeii:
140 kapuorunon). CTaTHCTHYECKUN aHAIN3 U3y4EHHBIX KAPHOTHUIIOB OBLIT OCYIIECTBIIEH C HCIOIB30-
BAaHHMEM CTAaTUCTUYECKOro MoAyJisi mporpammbl Microsoft Excel 2013.

Pe3yabTaThl M HX 00cy:k1eHne. B xone nccienoBanus Obla BRISIBICHA CIIEAYIOIAS YaCTOTa
BCTPEYAEMOCTH TPYII pOOEPTCOHOBCKUX TpaHcaokamuii: rob (13;14) — 59,8%; rob (14;21) — 17,6%;
rob (14;22) —4,9%:; rob (14;15) — 1,9%; rob (15;21) — 1%; rob (15;22) — 5%; rob (21;21) — 6,8 %; rob
(13;13) — 3%.

BbiBOABI.

1. Hanbonee pacripocTpaHeHHON poOepTCOHOBCKON TpaHCIIOKaluel cpeau xkurtenei ['omens-
cKoii o0actu sBisieTcs rob (13;14).

2. IIpu poOepTCOHOBCKOM TpaHCIOKAIMH, B KOTOPYIO BoBiieueHa 21 xpomocoma, B 12,745%
ciydasx HaOoganach TpaHcloKalnoHHas ¢popma cuHapoma Jlayna, u3 kotopsix 9,804% - sto po-
0OepTCOHOBCKHE TPAHCIOKAIMH MEX]ly TOMOJIOTHYHBIMU XPOMOCOMaMHU.

3. YacroTa BO3HMKHOBEHMS TpPaHCIOKALMOHHOW (opMmbl cunapoma Ilatay cocrasmiser
6,863% (2,941% npuxoaurcs Ha TOMOJIOTMYHbIE pOOEPTCOHOBCKUE TPAHCIOKALIMH).

4. PoOEpTCOHOBCKHME TPAHCIIOKALMHU, MPOMCXOAAIIME MEXKIY TOMOJOIMYHBIMU XPOMOCO-
Mamu, Haubonee onacHsl, Tak kak B 100% cioyyasx HocUTeNnb UMeeT HecOalaHCUPOBaHHBIN Kapuo-
THIL.
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