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MN3YYEHUNE HUTOTEHETUYECKIX BAPMAHTOB BO/TE3HM JTAYHA

B. M. Kapuinbaesa

PaccmaTpuBaloTca pasHOBMAHOCTM HacsiefoBaHusa 6onesHm ayHa.

Kniouegele cnosa: 6onesHb [layHa; XpOMOCOMbI; CHAPOMOM KnalipenbTepa; abbepauus.

BBenenue. BriepBble LHMTOI€HETUYECKUE WC-
CJIEZIOBAHUS CYNpPYKECKHUX Map C HapyLICHUEM pe-
MPOIYKTUBHON (DYHKLMH — POXKAEHUEM JIeTel ¢ To-
pOKaMH pa3BUTUS U MOBTOPHBIMH CaMOIIPOU3BOJIb-
HBIMH abopTamu — Hadatel B 1960 1. Penrose L. et al.
[1]. OH oOHapyxuJ y *KEHIIMHBI, UMEBLIEH peOeHKa
¢ 6onesnbto Jlayna (B/1), cOamaHcHpoBaHHYIO TpaHC-
JIoKaluo Mexay 15-i u 21-it xpomocomamu. B Tom
xe rony Fraccaro M. et al. [2] Takke oOHapy UITH
POOEPTCOHOBCKYIO  COATAHCUPOBAHHYHO — TPaHCIIO-
Kaluo, HO y)ke Mexay 21-if u 22-if xpomocoMamu
Yy MY>KYHHBI, )kK€Ha KOTOporo poauia pedenka ¢ b/1.

HccnenoBarenn, anauTensHO —HaOMIONABINHE
JKEHIIMH, POJUBIINX JieTell ¢ Tprucomuen 21-i xpo-
MOCOMBI U MCXOJIbI MTOCIIEAYIOMINX OePEeMEHHOCTEH,
OTMEUAIOT MOBBILIEHHYIO YaCTOTY CaMOIIPOU3BOJIb-
HBIX a00pTOB [3—6]. [Ipy UTOreHEeTHYECKUX UCCTe-
JIOBaHUSX CIIOHTAHHBIX a0OPTOB YaCTOTa TPUCOMUI
21-it xpomocomsl coctaBuna 2,6 % [4]. Lurorene-
THYECKOE HMCCIIEOBAHNE CYNPYKECKUX Map C pOXK-
neHueM neredl ¢ BJl, u3yueHme penpoayKTHBHBIX
IIOCJIEACTBUHN U CIIEKTP LIUTOTEHETHYECKUX BapHUaH-
T0B B/ SIBIIAIOTCSA Majo M3y4eHHON U aKTyaJabHOMN
MPOOIEMON KIIMHIUYECKOW METUIIAHBI.

MarepuaJibl 1 MeTobI. B Kbiprezckom HayqHO-
HCCIIE/I0BATEIbCKOM MHCTUTYTE aKyIlIepCTBa U [einar-
puu 1 KbIprbI3ckoM Hay4HOM LIEHTPE PErpoayKIHU

yenoseka 3a repuof ¢ 1974 mo 2010 1. muToreHeTu-
yecKy o0ceoBanbl 682 uenoBeka, u3 Hux 620 mereit
u asoe B3pocibix ¢ Bl m 30 cympyxeckux map —
60 ponureneld, rine oOHapyx)eHb! 30 ciryyaeB TpaHCIIO-
KallMOHHBbIX BapuaHtoB b/l ¢ ydactuem 21-i1 xpomo-
COMBI B pOOEPTCOHOBCKMX TPAHCIOKALIUX.

Chenman aHamm3 XpOMOCOMHOTO jancOaiaHca
00pa3ylonMxcs raMeT, TIe NPUMEHEHa BelIUYhHA
MUHUMAJIBHOTO 3KBUBAJIEHTHOTO XPOMOCOMHOTO
mucbananca (9X/1). OTHOCHTENBHBIE pa3Mephl XPo-
MOCOM, IIJICY U JJIUHBI UX CETMCHTOB OIPCICIICHBI
o A. Daniel [7].

N3 622 6onbabIX ¢ Bl mpocrtas Tpucomus 21-i
xpoMocoMbl oOHapyxkeHa y 87,13 % (542), mo3a-
W4HbII BapuaHT —y 7,55 % (47), PBT-21y 4,82 %
(30) u 10 OTHOMY BapHaHTY COBMECTHOTO C CHHJPO-
MoM Kunaiipensrepa 48,XY +21- (3- 090484- K C.),
47,XY,(+21), invl(ql2;p1l) (8.-19 11 04- H 1I.)
u 46,XVY,dup21q21.2 — (3-241299-K.3). Haubons-
Iree KOJMUYECTBO CIIy4aeB COCTABWJIM TPAHCIIOKA-
uuu t(14;21)+21, onun obHapyxeHsl y 46,66 % (14)
HocuTese, Tpanciokamus t(14:21)+21 oOHapyxe-
Ha'y 20,00 % (6) HOcuTenei, t(21:21)+21 y 33,33 %
(10) HOCHTeNCH (TabM. 1).

OnuH OONBHOM MyXxuMHa ¢ OonesHbio JlayHa
B Bo3pacte 30 jer 6bu1 keHat (281187 — B.B., 30
JIET) U KU B OECIIJIOAHOM Opake 6 JeT.
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Tabmuna 1

]_[I/ITOFCHGTI/I"IGCKI/IG BapHUAHThI 0oJie3HU I[ayHa

Bapuast abe. | %
+21, mpocTtas TpucoMus 542 |87,13
Mo3zanudHsie 47 | 7,55
t(14;21) 14 | 2,25
t(21;21) 6 | 0,96
t(21;22) 10 | 1,61
TpaHCIOKAIMOHHBIE BAPHAHTEI 30 | 4,90
Hpyrue 3 0,48
Bcero: 622 | 100

[Ipn muToreHeTHYecKOM OOCIIEIOBAaHUH CYTI-
PYXKECKHX map OOHapy>Ke€Hbl aHOMAaJIMH XPOMOCOM
OJTHOTO U3 CynpyroB B 5 ciydasx u3 30 cympyxe-
CKHUX Tap, poOepTCOHOBCKUE TPAHCIOKAIINH C ydac-
tueMm 21-if xpomocomsr (PBT-21) — 16,66 %. U3
Hux 13,33% (4) BbIsIBIIEHBI Yy >KEHIIUH-HOCUTENEH
u 3,33 % (1) — y MyX4ulH. YHACJIEIOBaHHBIE CITy-
yau TPaHCIOIMPOBAaHHBIX BapuaHToB b/l cocraBu-
m 16,67 % (5 HocuTeneil) U copaandeckux (Bo3-
aukmue de novo) — 83,33 % (25). B 10,00 % (3)
ciy4asx oOHapyKeHbI IEPUIICHTPUUECKUE HHBEPUH
inv 9(p11:q13) xpomocomsr. B 13,33 % (4) oOHapy-
JKEHBI SKCTpEeMalIbHbIe BapuaHThl 14-i1, 15-1, 21-i u
22-i1 xpomocom (Tadn. 2).

OTMmeyaroTcs pa3anyus B 3aBUCMOCTH OT I10J1a
Hocutens. JKeamuue! Hocutenn coctasuiu 30,00 %
(9), myxuunst 10,00 % (3). Hocureneit-xeHumn
Ooispllie B TpU pasza, 4eM Hocurenel-otmos (9/3).
W3 HUX KCTpeMaibHBIC BapHAHTHI aKpPOICHTPHYC-
CKHX XpOMOCOM cocTaBmii y skeHiuH 10,00 % (3),

y myxunH — 3,33 % (1). Hocurenei-xeHImuH sKc-
TpPEeMaJIbHBIX BAPHAHTOB XPOMOCOM OOITBIIE B TAKKE
B TPH pa3a, 4eM HOocuTenen-otuoB. [lepunentpuye-
ckue mHBepcuu 9-i (pl1:q13) xpoMocoMEl cocTa-
BWJIM y XeHIIUH 6,66 % (2), y myxuun — 3,33 %
(1), naHHbBIe PUBEIEHBI (TA0.3).

Hocureneii-xenmun ¢ PET-21 Oosbliie B YETHI-
pe pasa, uem Hocureneil-otios 4 /1). PBT-21 y xen-
myH coctaBmi 13,33 % (4), y myxaus 3,33 %.

OtMmeueHo OoJibllie M HOCHTENCH-KESHIIMH  pas3-
JIMYHBIX OTKJIOHEHMH xpomocoM B Tpu pasa (30,00 %),
yeMm HocuTenei-otos 10,00 % (9/3), Bunumo ume-
€T 3HAaYCHHE TCHOMHBIN UMIIPUTHHI.

Jns ananmu3a pacdera MHUHAMAIBHOIO, JKBHU-
BaJICHTHOTO XpOMOCOMHOro jucoOananca (9X/])
NPUMEHEH pacdeT, MOKa3bIBAIOMMH, 9T0 3ddekxTt
MOHOCOMHUH B JiBa pasa Tsbkernee s(dexra Tpuco-
Mmuii. [Ipu HOCHTEIIBCTBE POOEPTCOHOBCKOM TpaHC-
nokanuu ¢ ydactuem 21-ii xpomocombl (PBT-21)
UMEeTCs OIpENeICHHbIH PUCK POXKACHUS JleTel
¢ B/I, poxnenus nerel ¢ MOPOKaMU pa3BUTHA HIIA
CaMOIPOU3BOJIBHBIX a0OPTOB, TaK Kak (POPMHUPYIOT-
Csl OIpeJesIeHHbIE pa3fiMuHble rameThl. B 3aBucu-
MOCTH OT WX XPOMOCOMHOTO IucOanaHca 3aBUCHT
MIPOTHO3 HUCX01a OEPEeMEHHOCTH.

AHanM3 penpoayKTUBHBIX MOCIEICTBUI HOCH-
teneit ¢ PBT-21 45,XX t (21:22) u ux 39X/ xaxmo-
T'O0 U3 XPOMOCOMHBIX BApUAHTOB I'aMET:

1. 24, XX, (XY), +(21), DX — 1,22

2.22,XX, (XVY), -(21), 2X]] - 2,44

3.24 XX, (XVY),+ (22), DX I- 1,47

4.22.XX, (XY),- (22), DX - 2,94

5.22,XX, (XV), t (21;22), 39X/ -0,00

6. 23, XX, (XYV), 9X/1 — 0,00

Tabmuua 2

YacToTa XpOMOCOMHBIX aHOMaIH y 30 cynpyKeCKHX Tap ¢ pOKISHUEM JIeTei
C TPAHCJIOLKUPOBAHHBIMU BapuaHTamu bJ]

KOIM1ecTEO CVIDy- | AHOMAIMI XDOMO- [lepunienTpanbHble | DKCTpeMallbHBIEC Ba-
- Hg Py com P PB-21 HMHBEPCUU PUaHTBI AKPOLIEHTPU-
P 9-1f XpOMOCOMBI YECKHX XPOMOCOM
30 (100 %) 12 (40,00 %) 5 (16,64 %) 3 (10,00 %) 4 (13,33 %)

Tabnuma 3

YacToTra XpOMOCOMHBIX aHOMaJIMI y HOCUTEJIEH T10 TI0JTy, UMEIOLIUX JIeTen
C TPAHCIOLUPOBAHHBIMU BapuaHTamu bJ]

AHoManus PET-21 MHBepCHH 9-if XpOMOCOMBI OKcTpeManbHasl akpoLeH-
XpOMOCOM TpHUYECKask XPOMOCOMa
9 xKeH. 3 Myxk. 4 keH. 1 MyX. 2 KeH. 1 MyK. 3 XKeH. 1 Myx.
30,00% 10,00 % 13,33 % 3,33% 6,67 % 3,33% 10,00 % 333%
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7.23,XX, (XY), — (21), + (22), DX — 3,91

8.23,XX, (XVY),+ (21),—(22), X — 4,16

9.21,XX, (XV¥),- (21), - (22), DX — 5,38

10.25,XX, (XVY),+ (21),+ (22), DX - 2, 69

11. 22, XX, (XY), t (21;22), — (21), DX —
2,44

12. 22, XX, (XV),t (21;22), + (21), DX/ —
1,22

13.22, XX, (XV),t (21;22), — (22), DX — 2,94

14. 24, XX, (XV),t (21;22), + (22), DX]1- 1,47

15.23, XX, (XY), t(21;22), - (21), +(22), DX
-3,91

16.23, XX, (XVY),t(21;22), + (21), -(22), X/
-4,16

17. 20, XX, (XV),t(21;22),- (22), -(21),- (21),
OX]J -7,82

18. 20, XX, (XV), t(21;22),- (22), -(22),- (21),
OXJ1 8,32

19. 22, XX, (XV), t(21;22),+ (22), -(21),- (21),
OX 6,45

20. 24, XX, (XVY), t(21;22),- (22), +(21),+ (21),
OX]I -5,38

Bapuanrt 1 — perymnsipuas (npocras ¢popma bJ1)
Tpucomust 21-ii XpoMocoMBl 0€3 TpaHCIOKAIIWH,
¢ o0muM gucioM xpomocoM 47. Bapuanr 2 — onu-
CaH KaK aHTUMOHTOJIOMJHBIA CHHAPOM, IJI€ MUHH-
MasbHbI OX/] 2,44 — Gonblie B JiBa pasa, 4eM Ba-
puant 1. Ilo3roMy uaiie pernpomyKTHUBHBIA HCXO.
Takol OEpeMEeHHOCTH — CaMONPOU3BOJIBHBIN abopT,
OTIMICHIBAETCSI KaK CHHAPOM MOHOcoMHH 21-i1 Xpo-
MOCOMBI (6), XOTsI OHU POXKIAFOTCS B COTHH pa3 pe-
xe Tpucomuu 21. Bapuantel 3 u 4, rae ucxon Oe-
PEMEHHOCTH Yallle BCEro 3aKaH4MBaeTcs CaMoIpo-
M3BOJIBHBIM a00OPTOM, pEXe POXKICHHEM peOeHKa
C MOpPOKaMH pa3BUTHUS. BapuaHT 5 — HOpMasIbHBIN
peOeHOK, HO cO cOallaHCHPOBAHHOW TPAaHCIIOKAIIH-
¢, B IOTOMCTBE KOTOPOTO €CTh PUCK Hcxona depe-
MEHHOCTH JJaHHBIX LIECTH BapuaHTOB. BapuaHTt 6 —
9TO TEHETHYECKH XPOMOCOMHO M (DEHOTHITHYECKU
HopManbHble aetH, 6e3 PBT. Bapuantser 7-10, 13—
18 — TpaHCIIOKallMOHHBIE C PA3TUYHBIMU (hOpMaMU
mucOananca 21-d u 22-ii XpoMOCcoM, ¢ OOJNBITUM
OX]I, xoTOpble XapaKTepU3YIOTCS MOPOKaMH pas-
BUTHS, Yallle HECOBMECTUMBIMU C KHM3HbIO. Heko-
TOpBIe (POPMBI XPOMOCOMHBIX HAPYIICHUI HAHICHBI
Takke [8] mpH UTOreHETMYECKOM HCCIETOBAHUU
ramer. Bapuant 12 — 3T0 poxkIeHHe HOBOPOXKJICH-
HOTO ¢ TpaHCIOKaIMOoHHOM Gopmoit B/I, rie odmee
YHUCIIO XPOMOCOM paBHO 46, u 21-4 u 22-s1 Xxpomo-
COMBI COCIMHEHBI B OJIHY M UMEIOTC elle aBe 21-e
xpomMocoMbl. MunumanbeHbelii DX]| paBen miwHe
21-11 xpomocomsl — 1,22, t.e. BapuanTsl 1 u 12 aB-
JISIFOTCS IPOCTOM M TPAHCIOKALIMOHHBIMH (POPMaMu
b/l ¢ paBabiMu MuHUMaNBEHEIM DX/], U3 Bcex Bapu-

aHTOB, 00pasyroImuxcs ramMet y Hocureneir PBT-21,
t(21;22). Bapuantsl 19-22 saBustorcs penkuMu Iu-
TOTCHETHYCCKAMH HAXOIKAMH Y CaMOIPOU3BOJIb-
HBIX a0OPTOB, HOBOPOXKIICHHBIX, KOTOpHIE, KaK TIpa-
BUJIO, JICTAJIbHBI B NIEPBHIC HEACTH JKU3HU.
Hanuuwe y HocuTened cOallaHCHPOBaHHBIX
PBT-21, nepunienTpuueckux uHBepcuil 9-it xpomo-
COMBI U DKCTPEMAJIbHBIX BAPUAHTOB aKPOLICHTPHYE-
CKHX XPOMOCOM SIBIISICTCS MPUINHON POXKICHHS Je-
Teit ¢ b/], caMonpon3BoIBHBIX a00PTOB, POXKACHHUN
JeTeld C Pa3NUYHBIMHU TOPOKAMHU Pa3BUTHS U TIe
TaK)Xe BO3MOXKHO POXKICHUE 3JOPOBBIX ICTEH.
OO0cy:xnenne M pe3yabTaTrbl. AHAIIN3 PETIPO-
JIYKTUBHBIX TOCNHENCTBUN Hocutener ¢ PBT-21
1 ux DX/] U3 XpOMOCOMHBIX BAPHAHTOB rameT 00-
HapyXWI pPa3U4HbIe BapuUaHTBl ramMeT C IMocle-
JOYIOIUMH Pa3IUyuUsiMHU PENPOAYKTUBHBIX MOCIE-
ctuii. C yBenmmuenuem DX][ yBeanmunBaeTcs puck
CaMOTMPON3BOIBHOTO abopta. BapmanTs! ramers! 1,
5, 6, 12 ¢ Tpucomueii 21-ii XpOMOCOMBI SIBJISIFOTCS
MPUYUHON poxieHus: pedbenka ¢ bJl, Ho oHM U Mo-
IyT OBITh TPUYMHOW CaMOIIPOM3BOJILHOTO abopTa
¢ Tpucomueit 21-ii xpomocombl. OcTanbHbIe Bapu-
QHTBI TaMET C XPOMOCOMHBIM IHCOATaHCOM SIBIIS-
IOTCSI IPUYMHON BHYTPHUYTPOOHOH TN 3aposibl-
e, T.e. caMONpOM3BOJIBHBIM aboprycom. Lluto-
TeHETHYECKHE HCCIICIOBAHMS CIIOHTaHHBIX abopTy-
coB [3] oOHapyX iU TPUCOMHUIO 21-H XpOMOCOMBI
B 2,6 % cnyuasx. WccnenoBanus [4] penpomyk-
TUBHOTO aHAMHE3a y CYNPYKECKUX Map, AMEBIINX
nered ¢ B/l, obnapyxwuim, uro B 27,14 % cny4aes
OEpeMEHHOCTH 3aKOHYMJIUCh CaMOIIPOM3BOJIEHBIM
aboproM. Y HocuTesel cOaTaHCHPOBAHHBIX TPaHC-
JIOKaIni, obciaenoBaHHBIX MeTomamu fluorescence
in situ hybridization Patsalis P.C. ¢ coast. [5] 06-
HapyXXHUJI XPOMOCOMHBIE NEPECTaHOBKH C HEOXKH-
JAHHBIM ~ YPOBHEM  CIIOKHOCTH. McciienoBaHust
¢ npumeHeHueM Fish-okpacku XpoMOCOMBI Takke
MTOKA3aJIH CIIOXKHBIC XPOMOCOMHBIE TIEPECTAaHOBKU B
KaXXJIOM clTydae cOaJaHCHPOBAaHHBIX TPAHCIOKAIINH.
ITo nannbiM Antonarakis S.E. ¢ coasr. [9] meTona-
vu JIHK-nmuarHocTuku ycTaHOBIIEHO, UTO y JETEH
¢ BJl B 86-95 % ciyuaeB uMeeT MeCTO MaTepUH-
ckoe npoucxoxaeHue 21-if xpomocomsl, B 5-10 —
ormoeckoe. [lo maermnto H.B. Kopaneroii [10], Ha-
JUYME aHEYIUIOWJUW Yy peOeHKa W TpaHCIOKAIUU
y pOJUTEINIeH, MpeACTaBisieT coOoli Haubosiee Be-
CKO€ JI0Ka3aTeNIbCTBO CYIICCTBOBAHMS PaCIIpeaeiH-
TEJIBHOTO MEXaHU3Ma y YelloBeKa. MBI cuuTaeM, 3T0
U €CTh BapuaHThI raMeT, 00pa3yrolecs: y HocuTe-
Jed TpaHciokanuil. Mcecnenysa B3auMopacmnoiaoxke-
HUE aKPOIEHTPUYCCKHX XPOMOCOM, HAXOMSIIHXCS
B aCCOLMALMAX, Mbl NPHUILIM K BBIBOLY, YTO 3TO
MOXET OBITh MPUYMHON poxjeHus pedenka ¢ B/I.
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Omny0OnukoBaHHbBIE JaHHBIC perucTpoB b/l HeomHo-
poaHbl. B HEKOTOPBIX MyONMMKaLUAX HE YIAeTCs Bbl-
JIeJITh LUTOreHeTHueckue BapuanThl b/l otaensHo.

Hampumep, B perucrpe XpoMOCOMHBIX HaTOJIOTHH

B pabore JlaBunenkoBa E.®. u. coast. [11] mpen-

CTaBJIEHbl BCE ayTOCOMHbBIE TPUCOMHM, a OTAEIBHO

o 21-it xpomocome He BblzieneHbl. B nanubix Kyne-

moBa H.IT. u coasr. [11] npencrasnenst 184 pebenka

¢ MBIIP u B/l, otnensHo rpynmna aereid ¢ b/l He

BbienieHa. B uccnenoBanmsix lanamopenko C.X.

u coaBr. [12, 13] naHo o011ee KOIMYECTBO TPUCOMUIA,

0e3 BeleneHuss Tpucomun 21-it xpomocomel. [lon-

poOHass uHOpPMAIWs TIPENCTABICHA aBTOPaMH M3

Kygeiira, rae npu LUTOreHETHYECKOM 00CIIeI0BaHUH

BhIsiBIICHO 603 OonbHbIX ¢ b/] [8], nanHas pabora ot-

BEUACT KPUTEPUSIM Ul pacdeTa OOOOIICHHBIX JaH-

HBIX LUTOreHeTH4eckux BapuaHToB bJ[. OOmmpHO

1 JJOCTaTOYHO IOJIHO NPEJICTABJIEHbI JaHHbIE HCCIle-

noanuii ['N. Jla3toka u coasrt. [14, 15] 3a nepuog ¢

1975 no 1983 r. u H.B. PymsHueBoii 1 coasT. 3a 1e-

puox 1983-2001 . (11), rme mpocTtas Tpucomust 2 1-i

XpoMocoMbl cocTtaBuwia y 88,72%, TpaHciokauu-

OHHBIE BapUaHThbl — Yy 5,59 %, mozauunsie — 5,15 %

U Pa3IUyHbIE APYTHe LUTOICHETUUECKUE BAPHUAHTHI —

0,54 %. Hexoropble IUTOT€HETUYECKUE BAPHAHTHI

B/ mpotekaror ¢ nelikemusimu [ 16].

Hammmu ucciienoBaHusiMU yCTAHOBJIEHO Da3-
nu4ure B HacienoBanuu bl B 3aBucuMOCTH OT moia
Hocutens. Hocurenei-skeHmH Gosnbliie B TP pasa,
yeMm HocuTenei-oTioB (9/3). IlpomomkeHue u3yde-
Hust Hocutenet PBT-21, unBepcuii, BapuanToB He-
cOamaHCUPOBAaHHBIX TPAHCIOKAIMK ¢ ayOnuKaius-
MU WK JIeJIeUAMH U NIPOBEICHHUE MOy ISILIMOHHBIX
IIUTOTCHETHYECKUX HAOIFOACHUH B MOIMYJISIIUSAX JaCT
BO3MOXKHOCTh YCTaHOBHUTD CJIEAYIOIINE ITAIlbl MPO-
JIoJDKaroILeiics BOIIOLMH KapUOTHIIA YeJIOBEKa.

BoiBoabI:

» lurorenernueckue Bapuantsl BJI: mpocrast Tpu-
comust 21-# xpoMocoMbl oOHapyxeHa y 87,13 %,
Mo3anaHbI BapuanT —y 7,55 %, PBT-21 — 4,90 %
U 1O OJIHOMY BapUaHTy COBMECTHOIO C CHHIIPO-
moMm Knaiiensrepa 48, XY +21, ¢ 47,XV,(+21),
inv 1(q12; p11) u c 46,XV,dup21q21.2, 910 co-
craBuiio Bcero 0,48 %.

» YHacnemoBaHHBIC CIyYad TPaHCIOIMPOBAH-
HbIX BapuaHToB b/l coctaBunu 16,67 % cnopa-
JUYecKuXx (BO3HUKIIMX de Novo) BapHaHTOB —
83,33 %.

» U3 TpaHCIOKAIMOHHBIX BapHAHTOB HAUOOIb-
mee KOJIMYECTBO CIy4aeB COCTaBMJIM TpaHC-
nokaruu  t(14;21)+21, oHm  OoOHapyKeHBI
y 2,25 % Hocutenel, Tpancaokanust t(21:21)+21
oOHapyxeHa y 0,96, a t(21:22)+21 —y 1,61 %
HOCHTETIEH.

VYuacnenoBanuble ciaydyan bBJl ¢ yuactuem
PBT-21 cocraBunu 16,64, cnopaguyeckue —
83,36 %.

VYcraHoBneHo pasnuune B HacienoBaHuU b/l
B 3aBUCHUMOCTH OT ToJa HocuTens. JKeHIuH-
HOCHTEJICH Pa3InYHbIX abOepaiuii XpoMocoM
B TPH pa3a OoJibIle, YeM HOCUTEICH-MY>KIHH.
Hocwureneii-xenumn ¢ PBT-21 Gosbuie B ue-
TBIpE pasa, 4eM HOCUTEJICH-OTIIOB.

Hamnune y Hocureneil cOamaHCHPOBaHHBIX
PBT-21, nepuueHTpUYECKUX WHBEpcUd 9-i
XpPOMOCOMBI W OKCTPEMAaJbHBIX BapHaHTOB
AKPOIEHTPUYECKIX XPOMOCOM SIBJISIETCS TIPH-
YUHOW poxkjeHueM Jneredl ¢ B/, camompons-
BOJIBHBIX a0OPTOB, POXKIACHUI JIeTEH ¢ pa3nd-
HBIMH TTOPOKAMHU Pa3BUTHsI. BO3MOXKHO Takke
POXIECHHUE 30POBBIX JIETEH.

Hanwune nocureneit PET-21 B nomynsiiuu sB-
JISIeTCsl MPOJOIHKAIONICHCS IBOJIOIMEN Kapuo-
THUIIA YeJIOBeKa.
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