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Pestome: IlpoBeneH aHanmu3 4YacTOThl BBISIBICHUS PoOEpPTCOHOBCKMX TpaHCIOKAaUUW cpeau
xuteneit ['omenbckoit oOmactu ¢ 2003 roma. OmnpeneneHa dYacToTa BCTPEUYAEMOCTH JTaHHOU
TPAaHCJIOKAaIlUM 110 BHJAaAM XPOMOCOM. Ha ocHoBanuu JAHHOT'O HCCJICAOBAHUS BBIABIICH HanboJee
pacmipocTpaHeHHbIH BUJ PoOEpTCOHOBCKOW TpaHCIOKAIMM B momynsnuu  ['omenbckod  00macTu.
Omnpenenena 4acToTa pOXKIAEMOCTH JIETeH ¢ TpaHCIOKaMOHHON dopMoii cunapoma [latay u cunapoma
Jayna cpeau sxutenei ['omenbckoit o6mactu ¢ 2003 ropa.

KiarwoueBbie ciaoBa: PoOGepTCOHOBCKHME  TpaHCIOKAMH, COATAaHCUPOBAHHBIM  KapHOTHII,
LIEHTpUYECKUE CIUsHUS, cuHApoM [layHa, cuanpom [latay.

Resume: The frequency of detection of Robertson's translocations among the inhabitants of the
Gomel region since 2003 was analyzed. The frequency of this translocation was determined by the types
of chromosomes. Based on this study, the most common type of Robertson's translocation in the popula-
tion of the Gomel region was identified. The birth frequency of children with translocation form of Patau
syndrome and Down syndrome among the residents of the Gomel region since 2003 was determined.

Key words: Robertson's translocations, balanced karyotype, centric fusions, Down syndrome,
Patau syndrome.

AKTyaJbHOCTB.  PoOeprcoHoBckue  Tpanciokanmu  (PT) - aTouacro
BCTPEUAIOLIHUECS BPOKICHHBIE XPOMOCOMHBIE AHOMAJIMM, IPU KOTOPBIX JJIMHHBIC ILICYU
JIBYX  AKpOIEHTPHYECKHUX XPOMOCOM OOBEAUHSIOTCA C O00pa3oBaHHEM  OJIHOM
MeTaleHTpruIeckoil. PoOEpTCOHOBCKME TpPAaHCIOKAIMU , WM ILEHTPUYECKUE CIUSTHUS
(IIC), umeer B xapuoturie 0,1% HaceleHus, cpend NOMYJIANUH OCCIUIOAHBIX TOJIS
Hocutenen gocturaet 1%. Hanmune cOanancupoBaHHON pOOEPTCOHOBCKOW TPAHCIOKAIIUU
B KapUOTHUIIE PEHOTUITNYECKHU HE MPOSABISIETCS, OJTHAKO Y HOCUTEJEH YBEINUMUBACTCS PUCK
BBIKUJIBIIICH, MPUBBIYHOTO HEBBIHAIIUBAHUS, POXKIACHUS JETeH C HecOaTaHCHMPOBAHHBIM
KapUOTUIIOM M MHOXXECTBEHHBIMU BPOKJIECHHBIMH MOPOKaMHU pa3BUTHS (ruapouedamus,
aHO(PTATBMMSI, JWCIUIA3Ws TOYEeK W Jp.), B TOM YHCJIE TPAHCIOKAIMOHHOW (QopMoit
cungapoma Ilatay m cungpoma J[layna. JlannHas mnpoOsieMa SBISIETCS 4Ype3BbIYANHO
aKTyaJbHOM 1151 Kutenerd ['omenbckoil 00J1acTH, Cpelr KOTOPBIX HAOII0JAETCS 4acToe
BO3HUKHOBEHHE  POOEpPTCOHOBCKMX  TpaHCIOKalMM W pOXKACHUE  JeTell ¢
TpaHcJIOKauMOHHOW  (dopmoit  cunapoma Ilaray wu  JlayHa, MHOXECTBEHHBIMU
BPOXJICHHBIMU ITOPOKAMU PA3BUTHSL.
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Henab: u3yuuTh YacTOTy BCTPEYAEMOCTH pa3JIMYHBIX BUAOB PoOEpTCOHOBCKHX
TPAHCJIOKALMM, a TAaKK€ UX KIMHUYECKHUE IPOSBICHUS, YACTOTY POKIAEMOCTH AETEU C
TpaHCIOKalMOHHOM (opmoil cunapoma Ilatay m cunznpoma JlayHa cpenu >xurenen
I'omenbckoit obmactu ¢ 2003 rona.

3apaum:

1)ompeneanTh YacTOTy BCTPEYACMOCTH BHIOB IICHTPUYCCKHX CIHMSHHH Cpeau
xutener ['omenbckoii obnactu ¢ 2003 roaa.

2)BIACHUTD, Kakoi By LIC siBisieTcss HanboJiee OMmacHbIM.

3)ompenenuth, kakoi Bujg PT Hambonee pacmpocTpaHeH Cpeau IKHUTEJICH
I"'omenbckoit obacTu.

Martepuanbl n Metoabl: [IpakTuueckass yacTh pabOThl Obla BBIOJIHEHA Ha 0ase
I'oMenbCKOro MEOUMKO-TEHETHMYECKOro ILEHTpa. bblM  npoaHamn3upoBaHbl HUCTOPUU
0oJie3Hel YJIeHOB ceMed, B KOTOPBIX XOTS Obl OJUH M3 HUX SBJISETCS HOCUTEJIEM
pobepTcoHOBCKOM TpaHciokauu (68 cemeit: 203 kapuotuna). CTaTUCTUYECKUN aHAIN3
U3YYEHHBIX KaPUOTUIIOB OB OCYIIECTBIEH C UCIOJIb30BAHUEM CTATUCTUYECKOTO MOIYJs
nporpammbl Microsoft Excel 2013.

PesyabTathl M HUX o00cy:xkaeHue. PoOepTCOHOBCKME TpaHCIOKAMM — 3TO
cOaJlaHCUpPOBaHHBIE TEPECTPONKU, MPU KOTOPBHIX MPOUCXOIUT OOBEAMHEHHE B OOJACTH
[EHTPOMEDP JUTMHHBIX IJIEY JBYX aKPOLEHTPUUYECKHUX XPOMOCOM C OOpa3oBaHMEM OJIHOM
MeTalleHTpuueckoil. YenoBeka, KOTOpbIi mMmeeT cOamancupoBanHyro PT, HaswiBaror
HOCHUTEJIEM LIEHTPUYECKOTO CiHsHUA. KOpOoTKHE Iiedn akpOLEHTPUUECKHUX XPOMOCOM
coJiepKaT reHbl, KOTOPbIE MHOTOKPATHO AYOIUPYIOTCS B KapUOTHUIIE, TIOITOMY UX MOTEPs
HeomnacHa. Y HocuTene PoOepTcoOHOBCKOM TpaHCIIOKAIIMK B MEHO3€ TPaHCIOIMPOBAHHASL
XpOMOCOMa U JiBa €€ HOPMAaJIbHBIX TOMOJIOTa (hOPMUPYIOT TpUBAIECHT. B 3aBUCUMOCTH OT
TUNIA Cerperanuu, oOpa3yloTcs 2 BapuaHTa cOaJaHCUPOBAHHBIX TaMmeT (ogHa C
NEPECTPONKON M OJHA C HOPMaJIbHBIM HA0OpOM XpoMocoMm) U 4 BapuaHTa
HecOalaHCUPOBAaHHBIX TAMET, KOTOPBIE MpeacTaBieHsbl Hke (Puc. 1).
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Puc. 1 - Cxema oOpa3oBaHusi raMeT y HOCUTENs cOalaHCUpOBaHHON PoOGepTCOHOBCKOM TpaHCIOKauU
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[Ipy EHTPUYECKOM CIUSHUHM F'OMOJIOTMYHBIX XPOMOCOM 00pa3zyercs Jullb 2 THUIA
ramMeT, HEeCyIIUMX TPAHCJIOKAIMIO, T.€. JMCOMHBIX IO a0eppaHTHBIM XpOMOCOMaM, U
HYJUJTUCOMHBIX IO 3TUM XpoMocoMaM. Takum oOpa3om, mpu PT roMoIoruuHbIX XpOMOCOM
Bcerja OyneT HabJIIoAaThCSl TPUCOMUS 10 OJHOM U3 HUX.

Cy1iecTByeT HECKOJIBKO CIIOCOOO0B pa3AesieHHsl ICHTPUYECKUX CIUSHUN Ha TPYMIIbI.
[Mpexxne Bcero, sro pasaeneuue [IC mo rpymmam xpomocom: rob(D;D); rob(D;G);
rob(G;G). Tak, B gaHHOM HCCIIEJOBaHUU 65% IEHTPUYCCKUX CIUSHUN MPOUCXOIHUIH
Mexay xpomocoMmamiu rpymmsl D; 22% - rpynnel D, G; 13% - rpynnet G (I'pad. 1).
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I'pad. 1 - Hacrora Bctpewaemoctu PT no rpynmam xpomocom

Taxxe PoOepTCOHOBCKME  TpaHCHOKAUMU  KJIACCUPUIMPYIOT 1O HOMepaMm
AKpOLEHTPUKOB, MEXIy KoTopbiMu mpouzonuia PT. Crnegyer OTMETUTh, 4YTO
neHTpuueckue ciusiHus 13 u 14 xpomocom cuuTaroTcs Hanbosee 4acTbiMU. B HEKOTOPBIX
MCTOYHUKAX OTMEUYAETCS, YTO YacTOTa MOSIBJICHUS ILIEHTPUUYECKUX chausHuid 13 u 14
xpoMocoM coctaBisgeT 1:1300 (75% ot Bcex ueHtpuueckux ciausHui) [3,5]. OagHako
CleAyeT OTMETUTh, UTO CYIIECTBYET PUCK pa3BUTHUsA y Iuioaa cuHapoMa [laray.

Rob (14;21) sBnsercss Bropoit mo umcineHnoctu rpymmou LIC (10% ot Bcero
KOJIMYECTBA MO JAHHBIM JIUTEpaTypsl) [S].JlaHHBIM BUJ LIEHTPUUECKOTO CIUSHUS SIBISETCS
HamOoJiee YacTOW MPHUYUHON BO3HUKHOBEHHSI y TOTOMCTBA TPAaHCIOKAIMOHHOW (OPMBI
cungpoma [ayna. Tak, B 3,7% cnydasx cunHapoMm JlayHa BO3HHKAaeT BCIEACTBUE
TpaHcioKamuu, Tpu d3TtoM rob (14;21) sBusercs Hambonee dYacTOW MPUIHHOM
BO3HUKHOBEHUS TPaHCIOKAIIMOHHOUN dopmbl (Puc. 2).
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Puc. 2 - Rob (14;21) u rob (13;14)

B xone BbimoniHeHHs pabOThl MPOBEJEH aHAIM3 YaCTOThl BCTPEYAEMOCTH BHJIOB
xpomocoM. Pe3ynbTaTel TaHHOTO aHaNKM3a mpeacrasiensl Hke (duarp. 1).
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Huarp. 1 —YacroTa BcTpeyaeMoCTH pa3andHbiX BUIOB PT

B xoj1€ BBIMMOTHEHUS HCCIIeIoBaHMS ObLIO BBIABICHO, uTO 90,196% PT mpownsomu
MEXIy HETOMOJOTUYHBIMH XpomocoMamu. Hawmbomee pacmpocTtpaHeHHBIM Bugom PT
cpenu >xuteneit ['omenwsckoit obOmactu sBisiercss (13;14) — 64%. [pyrue Bumer PT
BCTPEUAIOTCS CO cieayromiei yacrotoi: rob (14;21) —8%; rob (14;22) —6%; rob (14;15) —
4%. V3 rpymmst rob (14;21) 2,941% umMenu TpaHCcIoKaMoHHYIO GopMy cuHapoma JlayHna
(15%); rob (13;13) nabaronanace B 6% ciy4asix, U BC€ CTpajaid TPAHCIOKAIIMOHHOU
dbopmoii cuaapoma Ilatay. Takum obpazom, TpaHciokanuoHHas Gopma cuaapoma [latay
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Bo3HHKaeT B 7% caydaeB (3% M3 KOTOpPBIX MNPUXOJUTCA HA TOMOJOTHYHbBIE
PoGepTcoHOBCKHE TpaHCIOKAIUN).

Rob (21;21) wabmromanack y 3% mroneit, umeromux PT, m Bce OHHM HMesH
TpaHCIOKaUMOHHYI0 QopMy cuHapoma JlayHa (wactora BcTpedaemoctd 13%).
LleHTpryeckue CAUsHAS TOMOJIOTUYHBIX XPOMOCOM BeTpevyanuch B 9,804% cirydaes.

BbiBOabBI:

1.HauGonee pacnpoctpaneHHONH PoOEpTCOHOBCKOM TpaHCIOKAIIUEH cpeu KuTenei
I'omenbsckoit oOnactu sBisercst rob (13;14), wacrora BcTpeucemocTd naHHod PT
coctasiseTr 64%.

2.I1lpu PoGepTcoHOBCKOM TpaHCIOKAlMU, B KOTOPYIO BoBieYeHa 21 xpomocoma, B
13% cnyuasx HaOmronanach TpaHCIOKalMoHHAst ¢opma cuHapoma JlayHa, U3 KOTOPBIX
9,804% - 3T0 PobepTCOHOBCKHE TPAHCIOKAIIMN MEX/1y TOMOJIOTMYHBIMU XPOMOCOMAaMH.

3.Hactora BO3HUKHOBEHHS TpPAHCIOKAMOHHOW ¢opMbl cuHapoma IlaTay
coctaBisieT 7% (3% npuxoautcs Ha romoJioruyHble POGEpTCOHOBCKIE TPAHCIOKALINH ).

4.PoOepTCOHOBCKME TPAHCIOKAIMK, MPOUCXOMANINE MEXAY T'OMOJOTHYHBIMU
XpoMocoMaMH, HaubOosiee omacHbl, Tak kak B 100% ciyyasx HOCUTENTb HMEET
HecOalaHCUPOBAHHBIN KapUOTHIL.
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