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BbISIBJIEHUE FOHAZJHOIO
MO3AULIU3MA Y POAUTENEMN
OETEN C BOJIE3HbIO JAYHA

IIposedena pesusus danHbiX cCMaHOApMHO20 KAUHUYeEC-
K020 Kapuoaoeuueckoeo anaiuza u uzyuenus QFQ-noaumop-
¢uzma xpomocom 6 151 cemve demeil ¢ boaesnvro Jlayua.
Buisignenvt § cemeil ¢ dokazannvim u npednonazaemvim 20-
HAoHbIM MO3auyuzmMom no mpucomuu 21, npu 3mom 60 écex
cayuasx mamepu Oviau monodce 35 nem. Yacmoma nocume-
Aell Mo3auyusma 6 Moaodbix cemvsax cocmasuaa 6,5 %
(8/123). Ilpu cmandapmuom anasuze, ecau Obl He OblAU UC-
nonv3oeanvl 6osmoxnchocmu QFQ-memooda, sma uacmoma
cocmasuna 6vt 6ceco 1 %. Cpasnenue pe3yavmamos pempo-
CHEeKmMUBH020 aHanu3a 0anubvix, noayueHnsix QFQ-wemodom,
¢ oocudaembimMu pe3yabmamam MOAEKYASIPHO20 MeCMUpo-
8anusi mex Jce cemell npueoOOUM K 61600y 0 Ueaecoodpas-
HOCIMU UCNOAb308AHUS 000UX MEMOO0E.
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Beenenune. BeposTHOCTBL poxkaeHus1 peOeHKa ¢
oonesnbio ayna (b/1) 3aBucuT oT Bo3pacTa XKeH-
IIHbBI, OHAKO OOJIbIIIAsI YaCTh JETE C ITOM MaTo-
JIOTUEeN pOXIAITCsl y MOJIOABIX poauTeneit [1].
PaccmarpuBaloTcst pa3iMuHble He 3aBUCSIINAE OT
Bo3pacTa (haKTOpbl HapyIIeHUs] Cerperaluu Xpo-
MOCOM, M3 HUX HE TTOIBEPraeTcsi COMHEHUIO JIMIIb
CHUXXEHHE YPOBHSI MEMOTUUECKO peKOMOWHALIMU
[2] v HaMMuMe roHagHOTO Mo3alu3Ma I0 TPUCO-
Muu 21 y HEKOTOpOIi YacTu poauteieii |3, 4].

ITpuMeuaTeabHO, YTO YacTOTa HOCUTEILCTBA
TOHAAHOIO MO3aMUlIM3Ma y POIUTEIICH IETEN C XPO-
MOCOMHBIMU aHOMAJIMSIMU, HECMOTPSI Ha OUeBU/I-
HYIO TPaKTUYECKYI0 U TEOPETUUYECKYI 3HauM-
MOCTb, /IO CUX ITOp He onpe/esieHa. JlaHHble u3yye-
HUsI 0COOEHHOCTEN AepMaTOrIU(UKU TTO3BOJISIN
npejrnosararb, 4YTO BKJaj yHAacJeIOBaHHOW OT
ponureseit Tpucomun 21 cocrasisiet 6onee 10 %
[5, 6]. OmHako uccaeaoBaHUS XPOMOCOMHBIX Ha-
OOpoOB poauTeseil aereil ¢ Tpucommein 21 mim
HE BBISIBJSIIA MHAMBUAYYMOB C MO3auII3MOM
[7—10], nin oGHapyXuBaJli OYeHb HU3KYIO Yac-
TOTY — 0K0J10 2 % [11—13].

Tem He MeHee MHOTME KMccienoBaTe/d CUUTa-
10T, UYTO YaCTOTa HOCUTEIbCTBA TOHAIHOTO MO3aM -
LM3Ma o TPUCOMUHU 21 U MO APYTUM XPOMOCOM-
HBIM aHOMaJMsIM HegooleHuBaercs [13—18].
[MpramHOM TOMY SIBJISIETCSI HU3KWIA YPOBEHD MO-
3aMliM3Ma B JOCTYIMHbBIX [JIsI aHaauM3a TKaHSIX
(mumdouuTel KpoBU U (HUOPOOIACTHI KOXKU).
[Tpu 3TOM KapMoOJIOrMYECKUii aHaIu3 OCYIeCTB-
JISIETCSI, KaK MpaBUJIO, B HEOOJIBIIIOM YMCIe KJie-
TOK, YTO HeE IMO3BOJISIET BBISBASATH MO3aUIIU3M
HusKoro ypoBHsi. [IpaBna, He Bcerna aHaau3 gaxe
0O0JIBIIIOrO YMcIa TUMMOIIMTOB U KIETOK U3 KYJb-
TYpbI (prOGPOOIACTOB KOXKM BBISIBJISIET MO3aUIIU3M,
B TO BpeMsl KaK aHOMaJIbHasl TMHUS SIBHO TTPUCYT-
cTBYeT B roHagax [19—21].

O4eBUIHO, YTO BOBMOXKHOCTU TOTO METO/1a, KO-
TOPBIN TPUMEHSUICS 111 OLIEHKH YacCTOThl MO3au-
1IM3Ma B yIMOMSIHYTBIX paboTax (MOoACYeT 4Yucia
XPOMOCOM), MCUepIIaHbl, U TPEOYIOTCSI HOBbIE MO/ -
xoapl. Takoil momxona — ornpeaeseHrde 4acTOThI
HocuTesIell Mo3aulM3Ma MyTeM MOJICKYJISIPHOM
JUATHOCTUKY HAJIUUMS Y POIUTENIEH AeTet ¢ Tpu-
coMmueii 21 OMHOPOAUTENBCKON TUCOMUU XPOMO-
COMBI 21 1 BBISIBJIEHUS MTPAPOAUTETHCKUX XPOMO-
COM y Mpo0aHJ0B — ObLT HEAABHO MpeUIoXKeH [22]
U B HaCToOsIIIee BpeMsl HAaXOAUTCsI B CTaAMU TMTpaK-
TUUYECKOro ocyliecTsiaeHus. [1pu nmiaHupoBaHUU
3TOr0 MCClIeJ0BaHUsI BO3HUK BOIPOC O 1IEJECOo-
00pa3HOCTU TIPeABAPUTEIbHOTO WX Mapalieib-
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HOTO LIMTOTEHETUYECKOTO aHajlIu3a XpOMOCOM Y
poauteneit. JIasg Toro 4ytoObl OTBETUTH Ha 3TOT
porpoc, H.B. Kosaneoii B 1980—1990 rr. mpoBe-
JIeHa PeBU3USI Pe3YJIbTaTOB MCCJEIOBAHUS MPO-
HUCXOXIEHUSI JOIMOJHUTEIbHON XpoMOcOMbl 21
(AX21) B cembsax aeteit ¢ b/l (maHHBIE B OCHOB-
HOM ONy0JIMKOBaHHI B cTaThe [23]).

Marepuan u meroanl. McciienoBaH mojuMop-
¢du3M xpomocoMm B 151 cembe aeTeit ¢ peryasspHoi
Tpucomueit xpomocombl 21. IlpeaBapuTeabHbI
oTOOp ceMeil o KaKoMy-JM0O mapameTpy He
MPOBOJUIICS, BCE POAUTEIM OOpallaIUCh 3a Me-
JNVKO-TEHETUYECKOM KOHCYJIbTAllUEN I10 MOBOAY
pOXaeHUsI Y HUX OoJibHOro pedeHka. KyabTuBu-
poBaHMe U PUKCALMIO JTUMPOLIMTOB KPOBU OCY-
LLIECTBIISIM IO OOLLIENTPUHATHIM MeToaukam. Ipe-
mapatbl XpOMOCOM OKpAaIlIMBaIU MPOMUI-aKpU-
xuHunputom (QFQ-meron). Ha mukpockore
Jltomam M2 BusyasibHO olieHUBaIM Q-moaumop-
du3m xpomocoM 3, 4, 13, 14, 15, 21,22 u Y. Ilpu
perucTpaury BapuaHTOB I0JIb30BATUCH COOCTBEH-
Ho KiaccuduKalmei, pa3padoTaHHONM Ha OCHOBE
pekomeHgauuii [Tapukckoii KoHdepeHUUn [24].
IIpoucxoxnenue AXp21 onpenesiiv ImyTeM cpaB-
HEHUsI BapMaHTOB MOJMMOpPGhH3Ma KOPOTKOTO T1JIe-
ya XpoMocoM 21 y pedbeHKa 1 000X POIUTECH.

Ecnu y pebeHka HaxXomnuJIu TPU pa3aIndarolIm-
ecsl MexXIy CO00I XpOMOCOMBI 21, 1Be U3 KOTOPBIX
UMEJIUCh Y OJHOTO U3 POAMUTEINICH, 1eJlayd BbIBOI,
YTO HEpacxXoXIeHHUe MPOU30IIIO B IIEPBOM Meii-
otuueckoM aeneHumn (M1). ObHapyxeHue y pe-
OeHKa yIBOSHHOW KOMWUM OIHON XpOMOCOMBI 21
CBUETEIHCTBOBAJIO O HAPYILIEHUU BO BTOPOM Meii-
OTUYECKOM jeeHur (M2) win B HOCT3UTOTHUYEC-
KOM (MUTOTUYECKOM) nejieHun. O1LeHKY BapruaH-
TOB MoAUMOpGU3Ma APYTUX XPOMOCOM TTPOBOAWIN
JIJIsI TIOATBEPKACHMST OMOJIOTMYECKOrO OTIIOBCTRA.

Pe3yasrarbl HcceIOBaHUS M MX 00CYXKIEHHE.
M3zyuena 151 cembs nereit ¢ b1, uMeronumx pery-
nsipHyto Tpucomuio. B 123 cembsax (81 %) Bo3pacr
MaTepu He IpeBbluan 34 jier. AHaau3 pesysbra-
TOB U3YYEHUSI POAUTEIHCKOTO IPOUCXOXKICHUS
JIX21 B Kaxa0# ceMbe ITO3BOJIMII BBISIBUTH 7 ceMeit
C JOKa3aHHBIM WU TIPEATIONOXUTEIbHBIM MO3a-
MIIM3MOM Y OJTHOTO U3 poauTeseii (Tadbauiia).

Cemba A. Martepu 32 roaa, otiy 29 set. Ycra-
HOBJICHO, YTO TpucoMusi 21 y pedbeHKa Mpoun30lilia
B pe3yJibrate HepacxoxaeHus B M1 y ora. OngHa-
KO OOHapyXeHHUe Yy OTLia ogHOM KieTku ¢ JIX21,
KOTOpasi OTJIMYAETCs OT ABYX APYTUX XpOMOCOM 21,
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MPUCYTCTBYIOLIUX BO BCEX KJIETKAX, CBUIETETbCT-
BYET O HAIUYUKW TPUCOMHON JIMHUU B TOHAIAX.

Cembss B. Marepu 31 ron, otity 38 j1eT. Y pedeH-
Ka ollHA U3 XpoMocoM 21 mMmesa BapuaHT IOJIU-
MopdusMa, He BBISIBJICHHbIN y poauteneit. [lpu
aHanuse 70 metadas y oTia Obuia OOHapyXeHa
TOJIBKO OJIHA KJIETKa C Tpucomueir 21, HO B Hell
umenach AXp21, yHacinenoBaHHas pedeHKoM. Ta-
KUM 00pa3oM, OTell SIBJISIETCS HOCUTEIEM TOHa/I -
HOTO MO3auliM3Ma B pe3yJibTaTe HepacXOXACHMS
B M1 c nocnenyouieit moTepeit onHOro romoJiora.

Cembs 2K. Matepu ObL10 24 TOJA IPU POXKIE-
HuUM 1epBoro pedeHka ¢ bJI, o aumarHose KoTopo-
ro oHa He 3Haja (peOeHOK yMep B HEeOHaTaJIbHOM
nepuojae). CeMbst 00CaeI0BaHA TTOCIE POXKICHUS
BTOporo pedeHka ¢ b/l 1 okazanach HemHpopMma-
TUBHOM B OTHOIIEHUU mpoucxoxaeHus AXp2l.
Ho npu uccinepoBanuu Q-rnoaumMopdusmMa 1 ac-
COLIMAaTUBHOM aKTUBHOCTU aKPOUEHTPUUECKUX
XpPOMOCOM B 26 KJIeTKax MaTepu Oblja OOHapyXe-
Ha ojHa KJieTka ¢ Tpucomueit 21. ITockosbKy 0
nepBoM pebeHKe Ha MOMEHT oO0CjeIoBaHUsI
He OBbLIO M3BECTHO, OoJiee NeTaJbHBIN aHAJIN3 He
npoBojuJics. BriociencTsuu cBeaeHus: O IEPBOM
pebeHke ObuUiM oOHapyxeHbl B CaHkTt-Iletep-
OyprckoMm peructpe OosiesHu JlayHa (peructp
co3naH H.B. KoBaneBoii). YuuTbiBasi, 4To BTOpOi
pebeHOK ObUI POXIEH OT APYroro rnapTHepa U B
MOJIOJIOM Bo3pacTe (MaTepu 28 JIeT, OTiy 25 JIeT),
MbI MIpeanojiaraeM HaJuyue TOHATHOTO MO3au-
1IM3Ma y MaTepu.

Cembs JI. Matepu 34 rona, otiy 37 jet. Y pe-
OeHka oOHapyxXeHa XxpoMocoma 21, OTCyTCTBYIO-
mas y oboux pomutesneit. CpaBHeHue Q-1osu-
Mopdu3Ma XpoMOCOM Yy OTIIa U peOeHKa HE I10-
3BOJIMJIO COMHEBATbCS B OMOJIOTMYECKOM OTIIOB-
CTBe, IMO3TOMY JIOTUYHO MPEANOJOXUTh HATUUKe
CKPBITOTO MO3auliM3Ma Yy OIHOTO W3 pOAuTeNei
B pe3yjbraTe HepacxoxaeHus B M1 ¢ mociemyro-
1LY TTOTePER OMHOTO rOMOJIOra.

Cembs C. Matepu pedenka 24 rona, otity 23 ro-
na. CTaHaapTHbBIA KapuoJOTMYeCKUi aHainu3 He
BBISIBAJI MO3aMI1IM3Ma, HO MPU MOCeIyIoleM aHa-
mm3e 30 kneTok a1 oleHKU Q-nonumopdusma u
YacTOThl aCCOLMALIMI aKPOLIEHTPUUECKUX XPOMO-
COM ObLIM OOHAPYKEHBI IBE KJIETKM C TPUCOMUEH
21 y ota. AHanu3 noinuMmopdu3Ma yKa3biBal Ha
TO, YTO HEPACXOXJIEHME XPOMOCOM IPOU3OLIIO
B M1, Ho ponuTenbckoe npoucxoxaeHue IXp21
HEe OTpEeNeIsioCh.
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CpaBHeHMe pe3yJIbTATOB PETPOCIEKTUBHOIO AHAIN3A CeMeii JieTeli ¢ peryJisipHoii Tpucomueii 21, ucciie10BaHHBIX
JUIS YyCTAHOBJIEHHUSI TIPOUCXOK/IEHHUS TOMOJHUTEbHOI XpomMocombl QFQ-MeTonom, ¢ 0xKuIaeMbIMHA pe3yJIbTaTaMi
MOJIEKYJISIPHOTO TeCTHPOBAHHS HA HAIMYME TOHATHOTO MO3aNI3Ma Y poauTeieit
BapuaHTe! nosnu-
WceenoBat- BapuanTel Hannqvne TPY- | \iopdusma xpomoco- | LoHop noron- | [TporcxoxaeHne | OxugaeMble pe3ysbTaThbl
HbIE CeMbI NOAMMOP(U3MA| COMHOM JIMHUM | o h g y porureneii: | HHUTEIbHOI TPUCOMUU MOJIEKYJISIPHOTO
XPOMOCOMBI 21 | B KIIeTKax Matb (9), oTew (&) |XPOMOCOMBI 21|y HocuTens TeCTPOBAHMS
y pebeHKa  |KPOBM Y OHOTO MO3aMIIN3MA
C TPUCOMUEH | W3 POAMTENICH |B KIETKAX | p ropanay
KpOBU
CeMbst A. acd Orelnt Q ab Q ab Orelt Hepacxoxne- Hepacxoxnenue B M1y
d cd Jd cde Hue B M1 oTlia, T.€. MO3aulIM3M He
oIrpeaessieTcs
CeMmbs B. ace Orel ? ab 2 ab Orel Hepacxoxae- OOHapyxkeHME <«HOBOM»
g cd & cde Hue B M1 XPOMOCOMBI y pebeHKa
yKa3blBaeT Ha MO3au-
LIM3M (HOCUTEJIb HE OIl-
penensieTcs)
Cembst K. abb Martb Q ab Q abd He ycra- He ycraHoB- BO3MOXHO BbIABICHUE
wim abb? HOBJIEH JICHO «HOBOW» XPOMOCOMBI Y
J bb J bb pebeHKa B pesyJibraTe
yBEJIMUEHUST YuClia Map-
KepoB, HOCUTEIb MO3au-
LM3Ma He onpe/essieTcst
Cembs JI. abe Q ab 9 abe?  Heycra- He ycranos- OOHapyXeHMe «HOBOW»
dad I ade? HOBJIEH JIEHO XpOMOCOMBI Yy pebeHKa
yKa3blBaeT Ha MO3au-
1IM3M (HOCUTEIb HE OTIpe-
JIeJIsIeTCs)
Cewmbs C. abc Orent Q ab Q abd He ycra- He ycraHoB- BO3MOXHO BbIsIBIEHME
wiv abb? HOBJIEH JIEHO «HOBOM» XpPOMOCOMBI Yy
& ac ¢ dd pebeHka B pesyJbraTe
yBEJIMYEHMs Y1CIa Map-
KepOB, HOCUTEJIb MO3au-
LM3Ma He OIpe/Ie/IsieTCsT
Cembs Y. abd Martb Q ab Q abc Martb Hepacxoxne- Hepacxoxnenue B M1y
& dd & dd Hue B M1  Marepu, T.e. MO3aULIU3M
He ompeaessieTcst
Cembs Y. abd Q ab 9 abd?  Heycra- He ycranos- OOHapyxXeHME «HOBOW»
dab I abd? HOBJICH JIEHO XPOMOCOMBI 'y pebeHKa
yKa3blBaeT Ha MO3au-
1IM3M (HOCUTEIb HE OTIpe-
JIeJISIETCS)
Cembs M. He uccne- Marpb He nzy- Heusy- Heusyuanca He usyueno HewnssecTHb
TIOBaHbI YEHBI YEeHBI

Cembs V. DTa cembs Oblj1a onrcaHa paHee [25].
Marepu 24 rona, oTity 25 JIET IIpU POXKICHUM TIEP-
Boro pedeHka ¢ BJI. Cembs1 obciienoBaHa mocie
poxneHus Broporo pedeHka ¢ bJI. Y pebeHka ogHa
13 XpoMocoM 21 umena BapuaHT noauMopdusma,
OTCYTCTBYIOIIMM y poauteneid. [1pu ananuze 130
meTtacdas y MaTepu Obl1a OOHapyKeHa ofHa KJIeTKa

38

¢ TpucomMueit 21, u B Heil nmenach JIXp21, yHacie-
JIoBaHHasl pebeHKoM. Mo3auiusM ObLT 00yCIOB-
JIEH TIOTepeit XpOMOCOMBI U3 3UTOTHI C TPUCOMUEH
21 B pesynsrate HepacxoxaeHus B M 1. I1pu moc-
JIeJYI0IleM U3yYeHUU acCOLIMaTUBHOM aKTUBHOC-
THU aKPOLIEHTPUIECKUX XPOMOCOM Y MaTepu ObLIU
OOHapyKeHHI ellle TPU KIJIETKU ¢ TprucoMmeii 21.
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Cemos 4. Marepu 24 rona, otiy 22 roga. ¥ pe-
OeHKa oOHapyXeHa xpoMocoMa 21, OTCYyTCTBYIO-
mas y oooux poauresneii. CpaBHeHue Q-II0JIU-
Mopdu3Ma XpOMOCOM Y OTLIa 1 pebeHKa He ObLIo
MPOBEJICHO, TO3TOMY MOTYT ObITh COMHEHMS B OU-
0JIOTMYECKOM OTLIOBCTBE, OJHAKO HAJIMUKME CKPbI-
TOTO MO3auLIM3Ma Y OJHOTO U3 POAUTENEH KaXkeT-
cs1 6ojiee BeposITHBIM. Mo3auii3M ObUT 00YCJIOB-
JIEH TIOTEPEN XpOMOCOMBI U3 3UTOThI C TPUCOMUEH
21 B pe3ysbraTe HepacxoxiaeHus B M 1.

B cemve M. (matepu 28 net, oty 31 rom), B Ko-
TOpPOI MpearnoJaraisach U3ydyeHUe MPOUCXOXKIe-
Hust JAXp2l, Mo3zauumu3M ObLT OOHapyxXeH IIpu
CTaHAAPTHOM KapUOJOrMYECKOM aHalu3e, I0-
9TOMY JajibHeillllee McclieqoBaHue He TTPOBOAM-
JIOCh.

TakuM o0Opa3oM, Bcero BBISIBJICHBI 8 cemeil ¢
JIOKA3aHHBIM U TIPEATogaraeéMbIM TOHAIHBIM MO-
3aUILIM3MOM, M BO BCEX MaTepu OBUIM MOJIOXKE
35 net. YacToTa HOCUTEJILCTBA MO3aULIM3Ma B MO-
JIONBIX CeMbsiX coctaBuia 6,5 % (8/123), yactora
ceMeil HocuTesJel Mo3aulu3Ma cpear Bcex o0c-
JnenoBaHHbIX — 5,3 % (8/151). Dt 3HayeHUs
B HACTOSIIIII MOMEHT SIBJISIIOTCSI CAaMbIMU BBICO-
KMMM Cpelu Beex onyoanKoBaHHbIX. [Tpu pyTrH-
HOM JIMarHOCTUYECKOM KapHOJIOTMUYECKOM aHAIU3e
MPaKTUYECKU TOM XK€ caMOM MOITyJIsILMU, T.€. eC-
1 Obl HE OBLIM MCIIOJb30BaHbI BO3MOXHOCTH
QFQ-MeTrona 151 ycTaHOBJICHUSI TPOUCXOXKIESHUS
JXp21, yacrora oOHapy>KeHUSI MOJIOJBIX ceMeit
C HOCUTEIbCTBOM FOHAIHOIO MO3auIIM3Ma COCTa-
Buia Ob1 Bcero 1 % (2/191) [25].

OnHako u 3HaueHue 6,5 % Bpsi JIM SIBJISICTCS
OKOHYATEJIbHbIM, M1 HE TOJbKO ITOTOMY, UTO LIUTO-
FeHETUYECKUII METOJ, BBISIBJICHUSI MO3auliu3Ma
(TIyTeMm rojcueTa ymcia XpoMOCOM U OTpeae/IeHN -
eM npoucxoxaeHus JIIX21 mo Q-nonumMophusmy)
MeHee MH(GOPMATUBEH TT0 CPAaBHEHUIO C MOJIEKY-
JISIpHOI nuarHocTukoil. CKopee BCEro, MoOJIEKY-
JIsIpHasl TMarHoCTHMKa HE MOXKET IMOJHOCThIO 3a-
MEHUTh LIMTOreHEeTUYECKMIA aHanu3. B camom
0OJIBIIIOM HMCCIEIOBAaHUM, MOCBSIIEHHOM BBISIB-
JIEHUIO TOHAJHOTO MO3auliu3Ma, B Tpex u3 13 ce-
Meii, UMelolux AByx aeTteid ¢ bJI, HoCUTeIbCTBO
TOHAIHOIO MO3auliu3Ma ObUIO OOHApYKEHO IU-
TOT€HETUYECKUM METOJIOM U B IBYX CEMbSX — MO-
nexyasspHbIM MeToaoM [3]. IIpoGiema cocTout B
cneunUIecKoi CIOKHOCTU BBISIBICHUS MO3au-
LI1M3Ma, OCOOEHHO MO3auIu3Ma ONpeae/ieHHOIO
tumna. PaccMoTpum 3ty mpoobiemy.
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Hocutenu roHanHoro Mo3auiy3ma Io Tpuco-
MU B pe3yJbTaTe HEepacXoxKIEeHUsS XPOMOCOM
B IIEPBOM MENOTUYECKOM JieJIeHUU (TPUCOMHBIN
Habop abc) c¢ mocienyloleil morepeil oIHOTO
U3 TPUCOMHBIX TOMOJIOTOB, BOCCTaHABJIMBAIOIICH
HOpPMaJIbHBIIA XpOMOCOMHBI HA0Op B coOMaTHU4eC-
KMX KJeTKax (ab unm ac unm bc), 0yayT nNpoayu-
poBaTh TeTEPOAMCOMHbBIE TaMEThl TPEX TUIIOB —
ab, ac u bc. Hanpumep, B KjIeTKax KPOBU Y HOCH-
TeJisl BbISIBIEH BapuaHT ab. OIIog0TBOpEeHUE I1-
COMHBIX TaMET TAKOTO HOCUTEJISI HOPMaJIbHO Ta-
MeToit (d) mpuBeneT K 00pa3oBaHUIO TPUCOMHBIX
3UTOT C TpeMsl pa3HbIMU XpoMocoMaMHu (abd win
acd v bed), uto B 1 /3 Clly4aeB — B OTCYTCTBUE
MENOTUYECKON PEKOMOMHALIMU C JOIOJHUTE/b-
HOI XpoMOCOMOIl — OyaeT MPUHSTO 3a Hepac-
xoxnenue B M1 (abd), a B 2/3 ciyvaes (acd v bed)
HaJW4YMe TOMOJHUTEIbHON XPOMOCOMBI B MOJIO-
BBIX KJIETKaX OyIeT 0OHapyKEHO MO MPUCYTCTBUIO
y TPMCOMHOTO TTpo0aH/1a «HOBOI» XpOMOCOMBI (¢),
OTCYTCTBYIOIEM B KJIETKAX KPOBU POAUTEICH.
Ecnu mist uccnenoBaHus JOCTYITHBI TPaApOIUTENIN,
TO OOHApYyXEHUE Y POAUTENSI OMHOPOIUTEIbCKOM
IUCOMUM, T.€. 000MX TOMOJIOTOB, ITOJIYYEHHBIX
OT OJHOTrO IpapoauTes (ab), 1udo, eCir HENOCTY-
TeH OAWH U3 poauTesieii, oOHapyXeHue y mpodaH-
J1a 00OMX TOMOJIOTOB OJHOIO M3 MpapoauTelieit
(ab) 6ynet uneHTUPULIKMPOBATH HOCUTEISI TOHA/I -
HOI'O MO3aulix3Ma.

Hocutenu roHanHoOro Mo3auiy3ma I1o TpUco-
MU B pe3yJbTaTe HEepacXOXKIEeHUS XPOMOCOM
B M2 ¢ nmocnenyouieil motepeid ogqHOro u3 AyIl-
JIMIUPOBAHHBIX TomoJioroB (abb — ab), Oyayt
MPOAYLIMPOBaTh TeTEePOAUCOMHbBIE TrameThl (ab)
B 2/3 CJlydaeB M M301MCcOMHBIE TameThl (bb) B 1/3
ciiydaeB. [1oaToMy faxke eciiu y HOCUTENSI TAKOTO
TUIIa MO3aMUII3Ma POISITCS ABOE AETEU C TPUCOMMU--
eil 21, poauTeNbCKUI MO3aUIIM3M MOXKET OBITh HE
3aI10JI03PEH, TaK KaK TPMCOMMUSI Y HUX OYAET OIIn-
OOYHO OOBSICHSATHCS CIYYallHBIM COBIIaJeHUEM
HepacXoXIeHU XpOMOCOMBI 21 B pa3HbIX Meo-
TUYECKUX JEJICHUSIX Y OJHOIO U TOIO XK€ POIUTENSI.
DTO CIIpaBelJIMBO U IJIsI ClIydyaeB oOpa3oBaHUS
TOHAIHOIO MO3auIM3Ma ITyTeM MUTOTUYECKOIO
HepacXoXIeHUST XPOMOCOMBI 21.

Ecau xe nuniouaHas JAMHUS MPOM3OIILIA
W3 TPUCOMHOM 3UTOThl MyTEeM YTpaTbl HEIYILIN-
LIMpoBaHHOro romoJiora (abb — bb) B 2/3 cllyyaeB
HacJeACTBEHHbI XapaKTep TPUCOMUU MOXKET
OBITh YCTAHOBJIEH 1O MPUCYTCTBUIO Yy MpoOaHIa
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«HOBOI1» XpOMOCOMBI (). B octasuieiics | /3 CaIy-
yaeB MPOUCXOXIeHUEe TpUucoMuu (bbc) Oynet He-
OYEBUJHBIM (HepacxoxaeHue B aejaeHur M1 unu
B M2 i ke MUTOTMYECKOE HepacxoxIeHue?),
€CJIV TOJIbKO He Oy/IeT OOHApYyKEH «HOBBIV» aJIJIEb
B pe3yJibTaTe PeKOMOMHALMU C JTOTOJHUTEIbHOM
XPOMOCOMOW, MPUCYTCTBYIOLIEHA B TPUCOMHBIX
KJIeTKax roHaz. TakuM o0pa3oM, CKPBIThI MO3au-
LIM3M T10 TPUCOMMU BCJICACTBUE HEPACXOXKACHMUS
BO BTOPOM MEMOTUYECKOM ACJICHUU UJIU MUTOTU-
YeCKOIo HepacxoxkIeHUsl TpyAHee BCero MmojiaeT-
csl ompeie/IeHUIO.

OueBUIHO, YTO OOHApPYKEHME HOBBIX aylJIejieit
B pe3yJibraTe peKOMOMHAIIMY € YYacTHEM CKPBITOM
JIOTIOJTHUTEIbHOM XpOMOCOMBI OyneT MaeHTU(hM-
LIMPOBAaTh TaKXKe HaJIMYMe MO3aul3Ma U ero HO-
curessi. Ho Hajgo yuuThIiBaTh, UTO YMCIIO PEKOMOM -
HalWi, TPUXOASIIMXCSI HA OAWH FOMOJIOT, B KJIET-
Kax ¢ TpeMsl TOMOJIOTaMU HUXKe, a YMCJI0 BapUaH-
TOB cerperaluy XpoMOCOM 0OJIbIIIE, YeM B KIIETKaX
¢ aAByMms1 romojioramu. [1o3ToMy COOTBETCTBYIO-
LKA TPOIYKT PeKOMOMHAIIMM MOXET He MOTacTh
B JMCOMHYIO raMeTy, 0OYCJIOBUBIIIYIO TPHUCOMMUIO
y IpobaHa.

[IpuBeneHHBIE pacCyXIEeHUS UMEIOT TPsSIMOe
OTHOILIEHME K BOIIPOCY O 11e7eCO00pa3HOCTH IO -
HOI 3aMeHBbI TPYIOEMKOTO IUTOT¢HETHYECKOTO
anamn3a JIHK-mmarHoctukoii. CpaBHeHUE pe-
3yJIbTaTOB MPOBEACHHOTO HaMU PETPOCIIEKTHUB-
HOTO aHaJIu3a C OXKUAaeMbIMU pe3yJbTaTaMU MO-
JIEKYJISIPHOTO TECTUPOBAHUS TeX ke cemeil (Tad-
JINA) TPUBOJAUT K BBIBOAY, YTO B YaCTH CJIy4yaes,
ecJi Obl MO3aUIIM3M He ObLT OOHAPYKEH LIMTOTe-
HETUYECKU, OH ObUT ObI HE BBISIBJIEH U MOJIEKY-
JISIpHBIM MeTonoM. Ho MbI mipearnosnaraem, 4yTto
MOJIEKYJISIPHOE TeCTUPOBAHUE POAUTENEH Ha HO-
CUTEJICTBO OJTHOPOAUTENILCKOMU TUCOMUN XPOMO-
coMbl 21 1 Mpo6aHIOB — Ha HOCUTEJIbCTBO «O[I-
HOMNpPapoOAUTEIbCKUX» TOMOJIOTOB XPOMOCOMBI
21 yBeJIMYUT pa3peliaroliyto CIOCOOHOCTh METOIA
[22]. JanbHeiime nucciienoBaHs ITOKaXYT, OTIpaB-
JTAl0TCS JIA HAAEX/bl, BO3JIaraéMble Ha TpUMeEHe-
HUE TAKOTO IMOAX0/a.

PesynbraThl MPOBEAEHHOIO aHANM3a, a TAaKXKe
JIAHHBIE JIATEPATYPbI TO3BOJISIOT M0JIaraTh, YTO BO
MHOTUX CJIydasix MOJIEKYJISPHBIA METOJ MOXET
OBITb TPUMEHEH C BBICOKOW 3(h(MEKTUBHOCTHIO,
OCOOEHHO €CJIM UCIOJIb3YIOTCS MHOXKECTBEHHbBIE
MapKepbl, TMO3BOJSIONINE YCTAHABIWBATH POMIM-
TEJIbCKOE MPOUCXOXKIEHNE XPOMOCOM U PEKOMOU -
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HallIOHHbIE COOBITUSI, I €CJIM €CTh BO3MOXKHOCTD —
00cJeq0BaTh TPU MOKOJIEHUSI, a TAKXKE 3T0POBbIX
cubcoB npobaHgoB. OgHAKO Ha MPaKTUKE YacTo
MIPUXOAUTCSI CTAJIKMBATBCS C HEAOCTYITHOCTbHIO
JIJIs1 00CIeIoBaHMs T€X UM UHBIX YICHOB CEMbU —
WIM npoOaHaa, WM OJHOrO M3 POAMTENeid, Win
npapoauteneii. Kpome Toro, HeKOTopbie BapuaH-
Thl MO3aulIM3Ma HEBO3MOXHO BbISIBUTH (HAIlpU-
Mep, UCXOIHYIO TPUCOMUIO abb ¢ mocienyrouei
MoTepeil OAHOTO U3 AYIUIMIMPOBAHHBIX TOMOJIO-
roB, abb — ab), ecnv Mo3anLIM3M He OBIJT OOHAPY-
>KeH IIUTOTEHETUYECKHU B KYJIBTYPe COMaTUUECKIX
KJIETOK.

MoxkeT BO3HUKHYTh COMHEHME B 11eJIeCO00pas-
HOCTU JIeTaJbHOTO 00C/IeI0BaHUSI CEMeil Ha BO3-
MOKHO€ HOCUTEJIbCTBO FOHATHOTO MO3auliu3Ma,
TeM 0oJiee COIPSDKEHHOE C TAKUMU TPYIHOCTIMM,
IMOCKOJIbKY pOXIeHHe pebeHKa ¢ Tpucomueii 21
SIBJISIETCS TOKa3aHUEM ISl IIpeHaTaJIbHOM Juar-
HOCTUKU MPHU MOCAenyoImMnX 6epeMeHHOoCTsIX. Of1-
HAaKO TP TAKOM IOIXO/IE CEMbU HOCUTEJIe MO3au-
LIM3Ma He TMOJyJyaloT IMarHo3a 1 JUILIaTCs BO3-
MOXHOCTH BbIOOpA pelpOAyKTUBHOM CTPATETHM.

ITpoGaema KOHCYJABTUPOBAHUS B CAy4YasiX HO-
CUTEJIbCTBA TOHAIHOTO MO3auliM3Ma COCTOUT B
TOM, YTO IPOTrHO3 HelpelackasyeM. BeposTHo, B
3HAYMTEJIbHOM YacTU CiIydyaeB, IPU HeOOJIbILIOM
YHCJIe TOTOMKOB B COBPEMEHHBIX CEMbSIX, HOCH-
TEJIM MO3auliM3Ma He UMEIOT AETE ¢ XpOMOCOM-
HBIMM aHOMAJIUSIMU U, COOTBETCTBEHHO, HE HYX-
JlaloTCsl B AMArHOCTHUKeE. B yacTtu ciaydyaeB aeso
OrpaHUYMBACTCS POXKICHUEM OJHOIO OOJBHOTO
pedenka. Ho BcTpevaroTcst ceMbr ¢ HECKOJIBKUMU
JeTbMU U/WIN TIOAaMU C XPOMOCOMHO# aHOMa-
JIMeil U He UMEIOLIME 3A0POBBIX aeTeid [19, 25—
27]. Bpsin iy 3TU CeMbM OTKa3aJIMCh OBl paCCMOT-
pPeTh BCE BO3MOXHBIE BapHUaHThI ILIAHWMPOBAHMUS
CceMbM (BKJIIOYas MpeIUMILIaHTAllMOHHYIO JuUar-
HOCTHUKY, TOHOPCTBO MOJOBBIX KJIETOK WM Haxe
YCBIHOBJICHWE) U COTJIACUJIUChH ObI C MEePCIeKTHU -
BOW ITOJBEPraThCs MPOLIEAypPaM UHBA3UBHOM IIpe-
HaTaJbHOM AMArHOCTUKU IPU KaxKA0h OepeMeH-
HOCTHU C MOCJEAYIOIIMM CEJICKTUBHBIM abOpPTOM,
ecJii Obl CBOEBPEMEHHO y3HaIl CBOM JUArHO3.

Kak yxe oTMeudasoch, BBISIBICHUE HOCHUTEIb-
CTBa FOHAHOTO MO3auIIM3Ma MOXET ObITh OYEHb
HENpOoCTOl IMarHOCTUYEeCKOW mpouenypoid. I1o-
3TOMY HEOOXOIMMBI CTElMaIbHbIE KCCIEN0Ba-
HUSI, OPUEHTUPOBAHHbBIE Ha BBISIBJICHUE W OLIEKY
KPUTEPUEB IIJIsI CEJICKTUBHOIO CKPMHUHTIA CEMEIA,
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m Buiaeaenue conaonozo mosauuuzma y podumeaeii demeii c 6o1e3nvio Jlayna =

nMmeromux pedeHka ¢ bJl. Heckoibko Kputepries
yKe JOCTaTOUHO 0OOCHOBAHbI: 3TO MOJIOION BO3-
pact poautesei npodaHaos [12, 28], MoBbIIeH-
HBIII BO3pacT mpapoautelieit [29], ocoOeHHOCTH
nepMmarornuduku [30—32] u npealiecTByIOLIME
croHTaHHble abopThl [27, 33, 34]. IIpoBoauMbie
Ha Kadenpe meaumHckoi reHeTuku CITIoOMAITO
KUCCIeIOBaHUSI CTaBSIT CBOEM LIEJbIO PaHXKUPO-
BaThb Y€ M3BECTHBIC MOKa3aTeau, BO3MOXHO,
BBISIBUTb JOIOJHUTEIbHbIC W MPEIJOXUTh 3(]-
(eKTUBHBII AITOPUTM OOCIEIOBAHUSI U MEAUKO-
TeHETUYECKOTO KOHCYJIBTUPOBAHUS CeMeil maliu-
E€HTOB C TOHAIHBIM MO3aUIIU3MOM.

SUMMARY. The paper presents results of a revision of
data of both conventional chromosome testing and a study
of cytogenetic (QFQ) markers in families with Down syn-
drome. Retrospective analysis of 151 families found eight
families with a carrier of gonadal mosaicism. In all cases,
the mother was younger than 35 years old. Therefore a
prevalence of parental mosaicism in young couples was
estimated to be 6,5 % (8/123). Conventional diagnostic
testing, not followed by analysis of segregation of QHQ
markers, would have resulted in a prevalence of only 1 %. A
comparison of the results of cytogenetic analysis with those
expected using molecular polymorphisms suggests that
cytogenetic testing cannot be entirely replaced by molecu-
lar testing. A combination of both methods should be
applied when gonadal mosaicism is suspected.

PE3IOME. TlpoBeneHO peBi3i0 JaHUX CTaHIAPTHOTO
KJIiHIYHOTO KapioJjioriyHoro aHami3dy ta BuB4eHHS QFQ-
moJiMopdizmMy xpomocoM y 151 ciM’i miteit 3 XBopoOoIO
JlayHa. BusiBieno 8 cimeii 3 moBeaeHUM i mependadyBa-
HUM TOHATHUM MO3ailli3MOM 3a TPUCOMIi€I0 21, TIpU 11O~
MYy B yCiX BUIIaJKax MaTepi Oynm Mojomaiie 35 pokiB. Yac-
TOTa HOCIiB MO03aillu3My B MOJOIUX CiM’IX CTaHOBWJIA
6,5 % (8/123). Ilpu craHgapTHOMY aHami3i, SIKIIO O
He Oyu BUKopucTaHi MmoxiauBocTi QFQ-merony, 1151 yac-
Tota ctaHoBUIa 6 Becboro 1 %. TTopiBHSIHHS pe3ynbTaTiB
peTpoCTieKTUBHOTO aHamiizy orpumaHux QFQ-meromom
MaHUX 3 OUiKyBaHUMHU pe3yIbTaTaMU MOJIEKYISIPHOTO
TECTYBaHHSI TUX K€ CiMeli TTPUBOIUTH 0 BUCHOBKY IPO
JIOLUIbHICTh BUKOPUCTAHHST 000X METOIiB.
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