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(54) Criocod nporno3upoBanus crnienu(puyecKkuXx CHHAPOMOB BPOKAE€HHBIX MOPOKOB Pa3BUTHA Cep/-
ua u cocynos Catch 22q

(57) UzobpeTenrie OTHOCHUTCS K MEIWITMHE, 2 UMEHHO K aKyIIePCTBY U ITeANATPHUU. 3aiavuell n300peTeHHs sIB-
JIsieTCA TPOTHO3UPOBAHUE THIA HACTEIOBaHU M TOBBIIIEHHE TOYHOCTH NMPOTHO3WPOBAHMS PHCKA POXKIE-
HUS ieTeil co crennpruyeckuMy CHHAPOMaMH BPOXKICHHBIX TOPOKOB Pa3BUTHUS cepaua u cocynoB Catch 22q
TUIA, KaK Y POJCTBEHHHUKOB. 3ajaya peuraercs B crocode NporHo3upoBaHMs TUIIA HAcJCIOBAaHUs CIECLH-
(UvecKUX CHHIPOMOB BPOXKICHHBIX MOPOKOB pa3BUTHs cepiana u cocynoB Catch 22q, rae cymnpyKeckue
napel WM WX POJICTBEHHHKH, MMEIOIIME JEeTeH CO Crenu(pUIECKUMH CHHAPOMAMU BPOXKACHHBIX TOPOKOB
Pa3BHUTHS CepALia U COCY/IOB (C JOKaM3aIyei mpuarHb! 3a0omeBanus Ha 22 xpomocome — Catch 22q) obenemy-
10T Ha KapHOTHUII WJIM METOJIOM CpaBHHTEIbHOIN reHomuod rubpummsarmu (CGH) m ¢uryopuciieHTHON TH-
opummsarueii in situ (FISH) ¢ mearpomepro-cnermmdumunsvu JIHK-30HmaMu, 11 onpeneneHus cyOMHUKPO-
CKOTTMYECKUX TPAHCIIOKAINWH, Aeeluii, TyOIMKannii ¢ yqacTreM cerMeHTa XpoMocombl 22. Tpu oOHapyxeHuu
HOCHUTEIISI PEIUIPOKHON TpaHCIoKalmu ¢ ydactuem 22 xpomocomsl (PLIT 22), ompenenstor pa3nuyHbie Ba-
PHAHTHI TaMeT, 00pa3yIOLUIMXCS PH OIUIOAOTBOPeHUH. CxeMa peLMNpPOKHON TPAaHCIOKALUHU C y4acTHeM 22
XPOMOCOMBI TIOKa3aHa Ha ¢ur. 1 . ¢-isl, 1 np., 1 ¢ur., 5 Tadmn.
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(57) The invention relates to medicine, namely to obstetrics and pediatrics. The task of the present invention is
prediction of inheritance type and improvement of predicting accuracy of risk of birth of children with congen-
ital Catch 22q type heart and vascular system development diseases’ syndromes, like their relatives have. The
problem is solved in the method of prediction of the inheritance type of specific syndromes of congenital heart
and vascular system development diseases Catch 22q, where couples or their relatives, having children with
specific syndromes of congenital heart and vascular system development diseases (with localization of the
causes of disease in the chromosome, number 22 - Catch 22q) are examined for karyotype or they are tested by
the method of comparative genomic hybridization (CGH) and by the fluorescent in situ hybridization (FISH),
using the centromeric-specific DNA-probes to identify the submicroscopic translocations, deletions, duplica-
tions, involving the chromosome 22. When the carrier with the reciprocal translocation, involving the chromo-
some 22 (RCT 22), have been detected, the various versions of gametes are defined, which are formed in the
result of fertilization. The scheme of reciprocal translocation, involving chromosome 22, is shown on the fig-
ure. 1 claim, 1 example, 1 figure, 5 tables.

N300perenne OTHOCHUTCS K MEAMITIHE, 2 IMEHHO K aKyIIepPCTBY M MeTHaTPHH.

W3BecTHEI crierdruecKie CHHIPOMBI BPOKIICHHBIX TTOPOKOB Pa3BUTHS cepiria U cocynoB: Jlu I'eopra
(DGS), Bemo-kapmuo-darumanereii cuaapoM (VCFS), KOHTpYHKaNbHO-aHOMAITbHO-(haIanbHBI CHHAPOM
(CTAP) n m30aMpOoBaHHBIX KOHOTPYHKANBHBIX Je(EeKTOB cepana. Bece 3TH CHHIPOMBI CTPYIITUPOBAHBI IO/
akponnmom CATCH 22q (Cardiac defect, Abnormal facies, Thymus hypoplasia, Cleft palate, Hypocal-
cemia and chromosome 22 deletion), cBsi3anHyto ¢ nenenusimu 22q11.2.

W3BecteH crnocod, OmUparomuiicss Ha JaHHBIC T€HEAIOTHYECKOr0 aHaMHe3a, U THIT HacJeJOBaHHsI
cuntaerca Kak crnopaauudeckuil. (Autonenko B.I'., Jleuna JI.A., Koncrantunora JI.M. CuHapoMbl
CATCH 22. Del 22q11.2: BapnabensHOCTh KIMHUYCCKUX MPOSBICHUN. // POCCHICKU BECTHHK TIEPHHATO -
nmoruu u nequatpun. — 2000. — Ne 3 — C. 47-52).

Henocrarkom criocoba siBIIsIeTCs TO, 9TO CIOCO0 HE ONpEelsieT MECTa pPacloIOKeHHs TeHOB JIaH -
HOTO 3200JIeBaHus, a TAK)Ke HE OOBACHIET KIMHUYECKUA W TeHOTHUITHMYECKUH TOTUMOp(U3M 3a00TIeBaHUS.

3agaueii n300peTeHNs SIBIAETCS MPOTHO3MPOBAHME THIA HACTEIOBAHUS M TOBBIIIEHHE TOYHOCTH
MPOTHO3UPOBAHUS PUCKA POXKIACHUS JeTell co crnenu(UUecKuMy CHHAPOMaMHU BPOXICHHBIX TIOPOKOB Pa3BH-
TS cepaua u cocynos Catch 22q Tumna y poJACTBEHHUKOB.

3ajgaya pemaercs B Ciocod0e MPOTHO3MPOBAaHUS THIIA HACTENOBAaHUS CIEIU(DUISCKUX CHHIPOMOB
BPOXKIEHHBIX MMOPOKOB pa3BUTHS cepara u cocynoB Catch 22q, rae cynpyKeckue mapbl WIH UX POJICTBEH-
HUKH, UMCIOIIHE JIETeH cO CrelM(PUUECKUMH CHHIPOMAaMHU BPOXKACHHBIX TIOPOKOB Pa3BUTHSI CEpIIa U Cocy-
JIoB (C JoKanmmM3anuel mpuarHbl 3a0o1eBaHus Ha 22 xpomocome — Catch 22q) obcnemyror Ha KapHOTHIT HUITH
METOJIOM CpaBHUTENbHOW reHomHOW rubOpuamsammn (CGH) u ¢myopucnentHoit ruOpuanzanmeii in situ
(FISH) c¢ wuentpomepHo-cnenuduunsivu  AHK-30HmamMu, a1 onpeneneHuss  CyOMHKPOCKOITMUYECKUX
TPAHCJIOKAIMH, JeNeuid, JyOnuKauid ¢ y4acTHeM CerMeHTa XpoMocoMbl 22. [Ipu oOHapyXeHHH HOCHTEIS
PEIMIPOKHON TpaHcioKaiuu ¢ ydactueM 22 xpomocombl (PLIT 22), ompemernsiioT pa3iudHBIC BapHUaHTHI
raMer, oO0pasylolMxcs MpH OIJIOAOTBOpeHHH. (CXeMa pEenWNpPOKHOW TPaHCIOKAIMKM € y4yacTHeM 22
XPOMOCOMBI TTOKa3aHa Ha (HHT.

g ananmsa cobpansl ceenenus o 67 Hocutensax ¢ PLT c ygactuem 22 xpomocomsl. M3 Hux 11 —
0 COOCTBEHHBIM JAaHHEIM (Tabi. 1) u 56 — 1o TaHHBIM MUPOBOH ITUTEPATypHI (Ta0IMI. 2).

B monaBnstonieM OONBITMHCTBE CiTy4aeB y peOeHka oOHapyKWBaeTCsl MUHUMAbHAS W3 MTOTEHIH -
albHO BO3MOXXHBIX (popMm nucOanaHca W OH MOYTH BCETAa COCTOUT W3 MOHOCOMHH IO CETMEHTY OAHOM
XPOMOCOMBI B COYETaHUHM C TPUCOMHEH MO CEerMeHTy APYrod XpoMmocombl. Hamu mpuMeHeHa BenMYMHA
MHUHHUMAJIEHOTO 3KBHUBAJIGHTHOTO aucOaranca (D/]) kak cyMMa TPUCOMHOTO CErMEHTa M YABOCHHAS JTMHA
MOHOCOMHOTO CETMEHTa, YTO MO3BOJIMIIO CPABHUTH TPAHCIOKALIMU MEXITy COOOM.

Jlnst ompeneneHrs aKTUBHOCTH ydacTHs pa3HBIX xpomocoMm B PU,T22q, mpoBenena oreHka a0-
CTOBEPHOCTH HECITyIalHOCTH B3auMoydacTws (Tabi. 3). IITOTHOCTS aKTHBHOCTH ydacTHus XpomocoM B PLIT
OTIpEeETISUIA OTHOIICHWEM KOJIMYEeCTBA yUaCTHA Ha OTHOCHTEIBHYIO JUIMHY XPOMOCOMBI B % ITHHBI TaIuio -
uaHoro Habopa ayrocoM (JAI'HA).

OTtMeuaeTcst BEICOKO JOCTOBEpHOE BoiieueHue ¢ 11 xpomocomoii (4,56), ¢ 9 (1,25), ¢ 4 (0,95), ¢ 7
(0,93). HocroBepro cHmxkeHo ¢ 5 (0,16). He ormeueno yuactue ¢ 18, 19, 20, 21 xpomocomsl. 13 67 HOCH-
teneit PLIT22 cerment 22ql1 ydactBoBan B 35,8 % (24) ciydasx u3 Bcero amuHHOTO mieda. B 31,3 %
(21) cnyyasx cocraBuia HauOosiee vaiie BcTpeyaemas (opma t(11:22), B KOTOpPBIX 3aMeTHAa aKTUBHOCTh
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yuactus 11923, 11925 ¢ cermentamu 22ql1, 22ql2, 22q13, rae u Haxoautcs Jokyc cuHApomoB Catch
22q.

Cpenu HOcHTENEH, KeHIHBI B 2 pa3a yalie BCcTpeyaroTcs (45:22), 4eM My»XYWHBI, HO Takas BeJH -
YiHA XapaKTepHa He TOJBKO A 22 XpoMOCcOoMbI, HO U it OonbmuHCeTBa PLT ¢ pasnmuyaeiMu aytoco-
MaMH.

N3 67 nocureneii ¢ PLT c yuactuem 22 xpomocomsl y 35,8 % (24 HocuTens) B TpaHCIOKALIUAX
ydacTBOBas cermeHT 22g-11, rme m Haxomgures jokyc cuaapomoB Catch 22q. U3 vux 31,34 % (21 HOCH-
Teh) cocTaBWia HamOojee damie BcTpedaemas (opma t(11:22). B aro6oM BapuaHTe PEIUIIPOKHON
TpPaHCIOKAUA OO0pPa3yIOTCS TaMeThl C HOPMAallbHBIM XPOMOCOMHBIM HabopoMm, co cOaraHCHpOBAaHHOU
TpaHCIIOKaNreH U ¢ HecOaTaHCHPOBAHHBIM HA0OPOM.

PaccmoTpuM BapuaHThl 00pa3oBaHUs TaMeT NpU JaHHOW HanOonee yamie Bctpeuaemoi PLIT 46,
XX, t(11:22)(q 21 :q11)

1. 23, X - HopMasbHas AALEKIeTKa

2.23, X t(11:22) (q21:q11) — cOanancupoBaHHas

BapuanTsr HecOamaHCHPOBaHHBIX TAMET;

3.23, X, - 11, + der(11), t(11:22) (g25:ql11)

.23, X, - 22, + der(22), t(11:22) (q25:q11)
.23, X, - 11, + der(22), t(11:22) (q25:q11)
.23, X, -22, +der(11), t(11:22) (g25:q11)
.24, X, +der(11), t(11:22) (g25:q11)

.24, X, + der(22), t(11:22) (g25:q11)

.24, X, 11, t(11:22)(q25:q11)

10. 24, X, - 22, t(11:22) (q25:q11)

11. 22, X, - 22, der(11), t(11:22) (q25:q11)

12. 22, X, - 11, der 22 t(11:22)

13.22, X -11

14.22,X-22

15.22,22,X,-11, - 22, + der(11), t(11:22) (g25:q11)

16.16.22, X, - 11, - 22, + der(22), t(11:22) (q25:q11).

Tax, 3; 4; 5;6;7;8;9; 10; 11; 12; 13; 14; 15; 16 BapuanTsl HecOaTaHCUPOBAHHOTO KapuoTumna. U3
HEX 4; 6; 10; 11 BapuanTs! ¢ generusamu 22q11 suaumo sBistores cuaapomamu Catch 22q, ero hopmammu
KIIMHAYECKOTO TIouMopdu3ma. YUuThIBass OONBIION XPOMOCOMHBIN nucOalaHc BapuaHToB 3; 5; 7; 8; 9;
10; 12; 13; 14; 15; 16 BuauMo, OHU YaIle SIMMHUHAPYIOTCS B BHJIE CAMOIIPOU3BOIBHBIX a0OpPTOB, IJIOJIOB C
MHO>XECTBEHHBIMU MOpOKaMHu pa3Butus. CpenHss BennuuHa /] MUHUMaIbHOTO IpU OpeBbiieHuy ot 1,04
PHUCK CaMOIIPOU3BOJILHBIX a0OPTOB BO3pacTaeT, MeHbIe 1,04 — Bo3pacTaeT pUCK POXKIEHHUH JeTell ¢ mopo-
KaMH pa3BuTHA ¢ cuaapomamu Catch 22q.

['eHeTrueckmii aHAIN3 UCCIIEOBAHNS BApUAHTOB TaMET IUIOIOB CJICIaH Ha MaTepuaie TaHHbIX EB-
pOTEeHCKUX TpeHaTaJbHBIX HIEHTPOB, aBTOpaMM B TaKOM BapHaHTe He ObUT pacuuTaH. Y 64 HocuTenei c
PIT c 22 xpomocomoii, orn coctasminu 10,74 % u3 Bcex obcnenoBaHHbIX HocuTene pazmmuHbix PLT, y
KOTOPBIX ObLITA MPOBECHA TPEeHATaTbHAS IIUTOTCHETHYIESCKas JUArHOCTHKA KaproTuna 1ioga. M3 aux y 25
HocuTenel Obuta t(11:22), yro cocraBuno 39,06 % nHacienoBanue BapuantoB ramer y Hocureneid PLT c
22, ¥ B 4acTHOCTH y Hocutened t(11;22) (tabm. 4).

HacnenoBanue mnogom cbOanancupoBanHoit PI[T, aHanorudHoil poauMTENbCKO#, OOHApYKEHO B
53.13 % (34) ciy4asix, HaclieoBaHKEe HOpMabHOTO Kapuotumna y 31,25 % (20) mnonos. BapuanTer HecOa-
JIAHCUPOBAHHOTO KapuwoTtuiia obHapyxkeHo y 15,62 % (10) mmomoB. Y Hambomee dwaimie BCTpedaeMOi
t(11:22) nacnenoBanue cbamancupoBannoi t(11:22) obHapyxeHo yaime B 64,00 % (16) rioaoB, yem Ha-
cnenoBanne coOamancupoBaHHbIX PIIT ¢ 22 moBemmenno B 1,7 pas (53,13:31,25), yem HOpManapHOTO, a Y
camoit wacroit t(11:22) B 2,3 pa3za (64:28). [lo cpaBHEHUIO ¢ HECOATAHCHPOBAHHBLIMU BapHaHTAMH TaMET
HacnefoBanue PLT ¢ 22, noBeimenne ocobeHHO BhIpaxeHo B 3.4 paza (53,13:15,62), ay t(11:22) B 8 pa3
(64:8) game. IloBeimienHoe HacnemoBaHue cOamancupoBanHoOW PLIT ¢ 22 xpomocomoi cBsi3aHO C TO-
BBIIIICHHOM cTabunbHOCTHIO PL[T ¢ 22, yeM HOpMaNBHOTO KapHOTHIIA.

C uenpio CpaBHUTENBLHOM OLICHKH HacienoBaHus BapuaHToB rametT mpu PUT c 22, caenan ananus
TOYHOTO PENpPOAYKTHBHOTO aHamHe3a. Y 51 HOcCHTeNs yAanoch BBIICHUTH TOYHBIA HMCXOJ KaxIou Oe-

O 003N L
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PEMEHHOCTH (CaMONPOU3BONBHBIX A00PTOB MX KOJHYECTBAa 00s3aTeNbHO, PEOCHOK C MOpOKaMH, (heHo-
TUTTTYECKH 3I0POBBIA peOCHOK M MEPTBOPOXAeHHKIE). 13 HuX y 16 Obmia t(11:22) (Tabm. 5).

V¥ 51 Hocutenst otmedyeHo 171 GepemeHHOCTb, U3 HUX y Hocutens t(11:22) — 55. BonpmmHCTBO 13
HUX 3aKOHYHMJIMCH CaMONPOM3BONBHBIMU abopTamu 76,60 % (131), y Hocureneit t(11:22) mouru Takxke
78,18 % (43). Tonbko B 8,77 % (15) oTMe4YeHO pOXKICHUE (PSHOTHUITMUSCKU 3I0pOBOr0 pedeHka, uro B 10,4
pasza yamie (91,23:8,77), yem apyrue UCXoabl OSpPEeMEHHOCTEH; CaMOIPOU3BOIBHBIX a00PTOB, POKIACHUN
IeTeil ¢ MOpOKaMH Pa3BUTHS W MEPTBOPOXKICHHBIX. Y Hocutener t(11:22) dheHOTHMUYIECKH 3T0POBBIX
neteit poxmaercs game B 1,5 paza (12,72:8,77).

YcraHOBJIEHO, 4TO HacnenoBanue cOamancuposanHoi PLIT u HOpManbHOro KapHOTHIIA MPEBBIIIA-
eT B 5,5 paza, yeM HecOanmaHCHpPOBaHHOTO, a ¥ t(11:25) B 11,5 paza game. B nmepcrnektuBe feTH ¢ HOpMaib-
HBIM KapHOTHUIIOM HE UMEIOT HapyLICHUS! PENPOLYKTUBHOM (YHKIMH, a TPYMIION pUCKa B CIACAYIOMINX T10 -
KoJleHusX sBisttorcst Hocutenu PLT, a ux poxnaercs B 3,4 pa3a Oonblue, ueM sauMupyeTcs (HecOaaaHcH -
poBaHHBIe ramMeThl), a npu t(11:22) B 11,5 paza. To ects B momynsamuu umerotcst Hocutenu PLT ¢ 22 we
MUMEIOIIIE PEIIPOAYKTHBHBIX HAPYIICHUH U OHU MPeodIaJaroT Ha CTOJIBKO ke (COOTBETCTBEHHO B 3,4 pasa)
u B 11,5 paza y mocureneit t(11:22), HO OHU TpU aHAIHM3E POIOCIOBHON PAaCIIEHUBAIOTCS KaK MPOMYCK II0-
KOJICHHMM, KaK HE-yTOUYHEHHBIM TUIT HACJIEIOBaHUs, KAK CIIOPAAMYECKUN CiTydaid, KaK HOBasi MyTallHs.

Takum 00pazoM, pUCK MOBTOPHOIO poxkAeHus aerei ¢ cunapomamu Catch 22 15,62 %. Tun uc-
cienoBaHMs peunnpokHsiid. st Hocurenelt cOanancupoBanubix PLT puck 15,62 % poxnenuii nereit ¢
HecOaaHCUPOBAaHHBIM KaPHOTHIIOM.

[IpeumyiiecTBaMu JaHHOTO crioco0a SIBISIOTCA MOBBIIMICHWE MPOTHO3WPOBAHUS TOYHOTO PHCKA
NPOSIBIICHUST 3a00JICBaHUSI Y POJCTBEHHHUKOB M OOBSCHEHHE KIMHUYECKOTO M TeHOTUITMYECKOTO
noauMop¢u3Ma 3a00JICBaHHUS.

TPCB

]
=— | |
[HCB ] [HCB‘ ] (HCE ]

(Hes ]

| |
(s | (nocs ]

Dur.

HK — HOpManbHBII KapuoTHIl,
TPCB — tpancnokarms cOaaHCHPOBaHHAS C Y4acTHEM 22 XPOMOCOMBI,
HCB — Hocurens HecOamaHCHPOBAaHHOTO KAPHUOTHITA M €TI0 PA3INYHBIX BapHUAHTOB.
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Tabnuma 1
Hannbie 00 11 HOCHTENSX PEIUMPOKHBIX TPAHCIOKAIUIA
C HapyIICHHEM PENPOAYKTUBHON (YYHKIIMH C YIaCTHEM 22 XPOMOCOMBI
Ne Xapakrep Mus. 511 B %
Ne TeHETUYECKON DopmyJia TpaHCIOKaLUK IIaTOJIOTUHU JHI'P
KapThl PENPOIYKLINU

1. B-4-78 46,XX,t 2CA+2MBIIP+®HP 1,40
(4:22)(p15:p10)

2. 3-51-89 46,XX,t CA+MBIIP 0,99
(4:22)(pl5,2:p11)

3. [1-36-88 46,XX,t CA+2 MBITP 2,72
(4:22)(q25:p11)

4. 1004/3-6/79 46,XX,t 2MBIIP+CA+MP 0,84
(5:22)(q33:p11.2)

5. T-13-86 46,XX,t CA+MBIIP 1,90
(6:22)(q27:p11)

6. C-43-76 46,XX,t 3CA+DHP 0,24
(9:22)(q34:q13)

7. M-37-89 46,XX,t CA+MBIIP 2,04
(9:22)(q34:q13)

8. [1-10-82 46,XXt CA+MBIIP+®HP 2,04
(11:22)(g23:q11)

9. M-12-89 46,XX,t CA+MBIIP 0,34
(11:22)(q25:q13)

10. B-99-88 46,XVY,t 4CA+2DHP 0,34
(11:22)(q25:q13)

11. 1661/36/80 46,XX,t MBITP+®HP 2,04
(15:22)(q15:q12,2)
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Tabmuua 2
CBeieHUs] 0 HOCUTENISIX PELUIPOKHBIX TPAHCIOKAIHH,
00HapYy’KEHHBIX TI0 JUTEPATYPHBIM JaHHBIM C y9acTHEM 22 XPOMOCOMEI (56)
Ne ABTOpBI ®dopmyna Xapakrep MuHuManbHbIN
TpPaHCJIOKALUU HapyLICHUS S48 % JHI'A
penpoayKIuu
1. |Adamoli et al, 1986 46,XY,1(1;22)(p36;q14) 3CA 0,42
2. |Bourrouillou et al.,1986 46,XX,t(1;22)(ql11;q12) >3CA 2,04
3. |JleBuna JL.A. u mp., 1991 46,XV,1(1;22)(q35;913) MBIIP 0,48
4. |Portnol et al.,1998 46,XX,1(2;22)(q11;q11) [ICA 2,04
5. |Smith S Gaha, 1998 46,XX,1(2;22)(ql1;q11) 2CA+®HP 2,04
6. |Losan et al., 1987 46,XX,t(2;22)(q33;q13) IICA 1,90
7. |Wlymsan u [Ipokodwes, 1984 | 46,XX,t(3;22)(q21;q11) 2CA 2,04
8. |Brecevio, 1937 46,XX,1(4;20)(p16;q13) [ICA 0,72
9. |[Sachs et al., 1985 46,XX,t(4;22)(pter;q21) I[ICA 2,14
10. |Kpucrecamsumm A.U. u mp., 46,XX,t(4;22)(q24;q11) 3MBIIP 3,28
1991
11. |Zergollern & Barisic, 1985 46,XX,1(6;22)(p11;pl1) 3CA 2,04
12. |Husslein et al., 1982 46,XX,t(7;22)(p21;q11) 4CA+DHP 1,41
13. |Bourrouillou et al.,1986 46,XX,1(7;22)(q11;q13) 3CA 2,04
14. |Diedrich et al.,1983 46,XX,t(7;22)(q11;q13) 2CA 2,04
15. |Fortuny et al., 1988 46,XX,1(7;22)(q22;q13) I[ICA 2,04
16. |Adamolit et al., 1986 46,XX,1(7;22)(q31;q12) 2CA 2,04
17. |demunuera B.C., 46,XY,1(8;22)(p11;q12) 4CA+2OHP+ 1,69
Bborauesa I1.B., 1991 MBIIP
18. |Midro, 1989 46,XX,1(8;22)(q32;q11) 2CA 2,04
19. |Pryns et al., 1981 46,XX,1(8;22)(q34;q12) IICA+BIIP 1,69
20. |[Cozanckuii O.A. u gp., 1991 46,XX,1(9;22)(p13;q13) MBIIP

21. |Bomnkoga, 1986 46,XY,1(9;22)(q22;q12.2) 2CA+®HP 2,04
22. |Harger et al., 1983 46,XY,t(9;22)(q34;q11) - 1,26
23. |IIpokodwer I'.B., 46,XX,1(9;22)(q34;q11) 5CA 1,26

Aszaposa B.4., 1991
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24. |Wolstenholme et al., 1983 46,Xy,t(10;22)(q11;q1) 5CA+2®HP 2,04
25. |Simoni et al., 1980 46,Xy,1(10;22)(q25;q12) 4CA 2,04
26. |Hecht et al., 1984 46,XX,t(11;12) 3CA+DHP 3,05
27. |HdemunneraB.C, 46,XX,t(11;22)(ql1;q11) 5CA 2,04
Xauatyposa B.1., 1991
28. |Stoll, 1981 46,XX,t(11;22)(p11;p11) 3CA 1,41
29. |Portnoi et al., 1983 46,XX,t(11;22)(q11;q13) - 1,97
30. |Diedrich et al, 1983 46,XVY,t(11;22)(q21;q13) 2CA 1,83
31. |Trochet-Royer et al., 1981 46,XX,t(11;22)(q23;q11) CA+MP 1,83
32. |Sachs et al, 1985 46,XVY,1(11;22)(q23;q11) - 2,04
33. |Adamoli et al., 1986 46,XX,t(11;22)(gq23;q11) 3CA 2,04
34. |Midro, 1989 46,XVY,t(11;22)(q23;q11) 3CA 2,04
35. |Brackertz & Schindler, 1985 46,XX,1(11;22)(q23,3; q11,2) 3CA 1,64
36. |Portnoi et al., 1988 46,XX,t(11;22)(q23;q12) [ICA 2,04
37. |Fryns et al., 1984 46,XV,t(11;22)(q23;q13) 3CA 1,29
38. |Sachs et al., 1985 46,XX,1(11;22)(q24;q12) - 1,35
39. |Adamoli et al., 1986 46,XVY,1(11;22)(q25;q12) 4CA 0,69
40. |Adamoli et al., 1986 46,XX,t(11;22)(q25;q12) 4CA 0,69
41. |byromo u A3zaposa, 1984 46,XX,t(11;22)(q25;q13) CA+BIIP+MP+ 0,34
2®HP
42. |Milcany, 1982 46,XX,t(11;22)(q25;q13) IICA+MP 0,34
43. |Husslein et al., 1982 46,XX,t(11;22)(q25;q13) 3CA+®OHP 0,34
44. |Kpacunsaukosa B.B. u ap., 46,XX,1(12;22)(p11;p11) MBIIP 2,34
1991
45. |Sachs et al, 1985 46,XX,t(13;22)(q21;q11) - 2,04
46. |Kim etal, 1975 46,XX,t(13;22)(q22;q12) CA+BIIP 2,04
47. |Xneoosa I'.Il., 46,XX,t(13;22)(q31;q12) MBIIP+1®dHP 0,50
Hubens B.U., 1991
48. |Schempp & Wolft, 1983 46,XY,t(14;22)(q12;q13) 6CA 1,04
49. |Sinkus et al., 1985 46,XY,t(15;22)(q12;q12) ICA 1,09
50. |Bourrouillou et al., 1986 46,XX,1(15;22)(q16;q12) 3CA+OHP 2,04
51. |Loan et al., 1987 46,XY,t(15;22)(q22;q13) 2CA 1,55
52. |Angpees u ap. 1987 46,XX,1(15;22)(q26.1; q11.2) TICA+BIIP 0,54
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53. | Iozmgaskosa E.O., Yanep 46,XX,1(16;22)(q24;q11.2) MBIIP -
E.E., 1991

54. | Yeruc T.B., 1984 46,XX,t(17;22) 4CA -
55. | Suhrt, 1980 46,XX,t(17;22)(pter;ql1) 4CA+BIIP 1,02
56. | IlantoBa WL.I'., Yen T.I'., 1991| 46,XX,t(22;22)(q11;q11) 9CA 2,04

CA — crioHTaHHBINH a00pT,

MBIIP — pebeHoK Wi 10/, ¢ MHO>KECTBEHHBIMH [TOPOKAMH PA3BUTHS,

®HP — dpenornuecku HOpMaNbHBIA PEOCHOK,

MP — MepTBOpOKICHHBII.

Tabnuma 3

OmnpeneneHne MIOTHOCTH y9acTust xpomocoM B PI[T22q

Ne KonuuecTtBo yuactus [InotHOCTH X?
1 3 0,36 4,97
2 3 0,16 4,65
3 1 0,34 4,25
4 6 0,95 2,53
5 1 0,16 3,75
6 2 0,34 3,30
7 5 0,93 1,97
8 3 0,61 2,20
9 6 1,25 1,20
10 2 0,43 2,27
11 21 4,56 0,70
12 1 0,21 2,71
13 3 0,80 1,16
14 1 0,28 1,86
15 5 1,45 0,33
16 1 0,30 1,69
17 2 0,30 1,60
18 - - -
19 - - -

20 - - -

21 - - -

22 1 0,53 1,73

BCEI'O: 67 0,67 42,87
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Tabmuma 4
[IpornosupoBaHye raMeT y HocuTemnen
Ne Tun PIT Kon-Bo Coananc. PLIT Hopmanbnsrit Hecbanancuposas.
aoc. Y% aoc. Y% aoc. %
1. PIIT22 64 34 53,13 20 31,25 10 15,62
N3 Hux
2. t(11:22) 25 16 64,00 7 28,00 2 8,00
Tabmuua 5
TouHBIN penpOyKTUBHBIN aHAMHE3
y "Hocurenei PLIT ¢ 22 u B yactHocTH t(11:22)
Ne Koi-Bo Kon-Bo CA MBIIP OHP MP
HOCHUTEIIS Oepem. a0c. % abc. % adc. % abc. %
1. PIT c 22 171 131 76,60 21 12,28 15 8,77 4 2,33
-40-
2. t(11:22) 55 43 78,18 3 545 7 12,72 2 3,64
-11-

®opmyJa uzodpereHust
Crioco0 MpOrHO3UPOBaHUS CIEU(PUISCKUX CHHIPOMOB BPOKICHHBIX ITOPOKOB Pa3BUTHS CEpLa U
cocynoB Catch 22q, oTnuvyawmuics TeM, YTO MPOTHO3UPOBAHHE MPOBOIST MO BapuaHTaM TaMeT,
oOpa3yromuxcs y HOcUTelnel cOalaHCHPOBAHHON PENUIIPOKHON TPAaHCIOKAMK C ydacTHeM 22, TIe
MMEIOTCSI TaMEThl CO COATaHCHPOBAHHOM PEIUIPOKHON TpaHCIOKaluel, ¢ HOPMATbHBIM KapHOTHUIIOM U
raMmeThl C HecOalaHCPOBAaHHBIM KapPUOTUIIOM C Pa3IUYHON WHAMBUIYAILHOW CeMEWHOU aenenuen u ayo-
TUKAIUen, nenenueit ¢ qryonukanue.

Brinyuieno oTaenoM NoAroToBKM MaTepuasioB
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