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IF'OCYAAPCTBEHHASA CIIYXKBA
UHTEJUIEKTYAJIbHOM COBCTBEHHOCTH
KBIPT'BI3CKOI PECITY BJIUKU

(56) HacnencrBeHHBIC CHHAPOMBI M METUKO-TeHeTUUECKOe KOHCYabTupoBanue / Kosnora C.U., CemanoBa

a2 OIIMCAHUE N3OBPETEHUSA

Kk nmateHTy KpIpreisckoi Pecny0ankn nox 0oTBeTCTBEHHOCTD 3asiBUTEJISA

E., demuxosa H.C. u np. — M.: Menununa, 1987. C. 282-283

(54) Cmoco6 mMporHo3upPoOBaHUs CIOPAAMYECKUX 3200/ 1eBaHUI

(57) N3o0peTeHrne OTHOCUTCS K MEAUIIMHE, a UIMEHHO K HEBPOJOTUH W MOXKET OBITh MCITOJIE30BAHO MPH
MPOTHO3MPOBAHUH HACIIEJIOBAHUS CIOPAJANYECCKUX TCHETHYECKUX 3a00JIeBaHUI Y POACTBEHHUKOB. 3aja-
4eil N300peTeHus ABIISIETCS TOBBIIIEHNE TOYHOCTH MPOTHO3UPOBAHUS HACIIEOBAHUS CIIOPATUIECKUX T€-
HETUYECKUX 3a00JI€BaHUI Y POACTBEHHUKOB. 3a/laua pelaeTcsi B Cliocode MpOrHO3UPOBaHUs CrIopaanye-
CKMX 3a00JIeBaHMI, BKJIIOYAIOIIEM OINpeesieHHe HacJaeJ0BaHUs M0 BapHAaHTaM raMeT, 00pa3yromuxcs y
HOCHTENeH cOATaHCHUPOBAHHOMN PEIUIPOKHON TPAHCIOKAIMK C y4acTHEM CErMEHTOB, TJI€ THII HACNIEemo -
BaHHS BapHaHTOB TaMeT — PELUNPOKHBIM M WUMEIOTCS ramMeTbl cO cOaJlaHCHPOBAaHHOW PELUITPOKHOMN
TpaHCIOKaNKeH, ¢ HOpMaJbHBIM KAPHOTUIIOM M TaMEeThl C HecOATaHCUPOBAaHHBIM KapHUOTHIIOM C Pa3iind -
HOW MHAMBUAYaIbHOW ceMeWHOH menerumeil m myOnumkaruei, mpenerueit ¢ nmyonmkarmumed. 1 m. ¢-ibr, 1
mp., 1 ¢ur., 1 Tadm.
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(56) Inherited syndromes and medical-genetic consulting / Kozlova S.I., Semanova E., Demikova N.S.,
etc. -M.: Medicine, 1987. pages 282-283

(54) Method of prognosis the sporadic diseases

(57) The invention relates to medicine, particularly, to neurology and can be used in prognosis of inheri-
tance of the sporadic genetic diseases among the relatives. Problem of the invention is improving the
prognosis accuracy of the sporadic genetic diseases inheritance among the relative. Problem is solved by
means of prognosis of the sporadic diseases, including the inheritance determining by the variants of ga-
metes, which are formed in the organisms of carriers of balanced reciprocal translocation with presence
of segments, where type of gametes variants inheritance can be: reciprocal and there are the gametes with
balanced reciprocal translocation; with normal karyotype; and gametes with unbalanced karyotype with
various individual familial deletion and duplication, deletion with duplication. 1 claim, 1 example, 1 fig-
ure, 1 table.

N3o6peTreHre OTHOCUTCS K MEAWITMHE, a MMCHHO K HEBPOJOTHH M MOXKET OBITh HCIOJIL30BaHO
MIPU IPOTHO3UPOBAHUH HACIICIOBAHUS CIIOPATUICCKUX TEHETHICCKUX 3a00JI€BaHUN ¥ POIACTBEHHUKOB.

Panee mpoBoauMEBIe CITIOCOOBI HACTICIOBAHUS OMMUPAINCH Ha JaHHBIE TCHEAIOTHYECKOTO aHaMHe3a
— sMmmpuYeckoro pucka (HaciemcTBeHHBIE CHHIAPOMBI M MEIUKO-TCHETHYECKOE KOHCYJIHTHPOBAHHE /
Koznosa C.U., Cemanona E., JlemukoBa H.C. u n1p. — M.: Megununa, 1987. C. 282-283).

3amadeli M300peTeHusT SABJISAETCS TOBBIIIEHHE TOYHOCTH MPOTHO3UPOBAHUS HACIEIOBaHUS CIIO-
paMYeCcKNX TeHETUYCCKUX 3a00JICBaHUHN Y POJICTBCHHUKOB.,
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3agaya perraercs B croco0e MPOTHO3MPOBAHUS CIIOPAJAMYECKUX 3a00JIeBaHUH, BKIIIOYAIOLIEM
OTpezieTIeHNe HACleJOBaHUS 0 BapuWaHTaM TaMeT, oOpa3yloIuXcs y HOCHTENel cOaTaHCHpPOBaHHON
PEIHUIPOKHON TPAHCIOKALMK C YYaCTHEM CErMEHTOB, TJIe THII HACIEJOBAHUS BapHAHTOB TaMeT — eIy -
MPOKHBIA U UMEIOTCSI TaMeThl CO cOalaHCUPOBAHHOM PELUIPOKHON TpaHCIIOKalueH, ¢ HOpMaJIbHBIM Ka -
PUOTHUIIOM M TaMeThl ¢ HeCOATTAHCHPOBAHHBIM KapHOTHIIOM C Pa3IMYHOW WHAWBUAYAILHOW ceMeiHON
Jiesieniueit v Iy OnuKaruei, aeeiuei ¢ AyoauKanuei.

Crioco6 ocymecTBISAIOT CASAYIOMIM 00pa3oM.

Cymnpyskeckre napbl, IMEIOIIHE POJICTBEHHUKOB, CIIOPaNYeCcKie TeHeTHIecKre 3a00eBanus 00-
CIIEAYIOT METOJIOM CpaBHUTENBHON reHoMHOM rubpuauzanuu (CGH) u duyopecueHTHON THOpUAN3AIIK-
et in situ (FISH) ¢ nentpomepo-criermmnpuansivu JJHK-3081aMu, 175t onpeneneHus: CyOMHKPOCKOITAYE -
CKHX TpAHCIOKAITMi, Heneruil, IyOonuKamuii, Ielnenuid ¢ JAyOJUKAIusIMHd C y9acTHEM CerMEHTa
xpomocoM. Ilpu oOHapyxeHHH HOcuTENs peunnpokHoi Tpanciokanuu (PLT), ompenenstor pasnuyHbie
BapHaHTHI TaMeT, oopa3yromuecs y Hocutens PLT mpu oruiogoTBOpeHNH ¥ COOTHOIIIEHUE HACTIETOBAHHMS
Pa3INYHBIX BAPUAHTOB raMeT MEXIy coOOH, IpU B3aUMHOM OOMEHe.

VY HocuTenell peuunpOKHBIX TPAHCIOKALUK C ydyacTHeM 22 XpPOMOCOMBI OIIPEIeIsIoT BapHaHThI
raMeT: cOaNaHCHPOBAaHHOTO, HecOAIAHCHPOBAHHOTO W HOPMAIILHOTO KapHOTHIIA XPOMOCOMHOTO JKBHBa -
JieHTHOrO Aucbananca (D).

I'enerndecknii aHanM3 WCCIIEOBAHUS BAPHAHTOB raMeT IUIONOB CAENaH Ha Marepualie JaHHBIX
EBpomneiickux mpeHaTadpHBIX IIEHTPOB. [IpeHaTabHO IMUTOTEHETHYECKHA 00cIenoBanbl 596 mIomoB, Tae
OJIMH U3 PoAuTeNed ObUI HOCHTENIEM PEUUIIPOKHON TPAHCIOKALMH, K COXKAJICHHUIO, aBTOPaMHU HE CleaH
CpPaBHHUTENBHBIN aHATN3 MPOCIIEKTUBHOTO PHUCKA Nepeaayd cOallaHCUPOBAHHBIX U HecOATaHCUPOBAHHBIX
PELUIIPOKHBIX TPAHCIOKANNH, B 3aBUCUMOCTH OT Y4acTHsl Pa3IMUHBIX ayTOCOM B HUX (Tadu. 1).

Puck nepenauun cOanaHCHPOBAaHHOM PELUITPOKHON TPaHCIOKAaLUH OOJIbIle, YeM HOPMAaJIbHOTO Ka-
puoruna npu ydactuu 1 - /43:31/, 3 - (28:20), 15 - (33:25), 19 - (10:4) xpomocom. Ilpu yuactuu
xpomocoM 5 - (37:45), 6 - (22:39), 8 - (19:40), 10 - (20:45), 13 - (18:26), 16 - (17:29), 17 - (13:18)
noHwxeH. [Ipu yuactuu 2, 4, 11, 12, 14, 21 XpoMOCOM MOYTH OJTUHAKOB.

YV naunbornee 4darie BCTpeuaeMoi penunpokHoii Tpanciokamun (11:22), puck mepegaun e€ Tak ke
okaszancs Bbime 61,53 %, yeM HOpManbHOTO KapHoTHmna. Mexay ayTocoMaMH OTMEYAIOTCS pa3indust
pHCcKa nepenayr HecOaJaHCUPOBAHHOTO KapHOTHIa, Oojbiie npu yyactud 1 - 16,85 %, 4 - 14,28 %, 9 -
18,07 %, 10 - 17,72 %, 18 - 44,81 %, 22 - 16,66 %, mensbiie npu ydactuu 12 - 3,44 %, 19 - 0 %, 21 -
4,16 % XpoMOCOM.

B o6mem, puck nepenaun cOalaHCHPOBAHHBIX PELUIIPOKHBIX TpaHCHOKaruii coctasui 47,14 %,
HopManbHOTO Kapuortuna 40,77 %, necOanancupoBanHoro kapuotumna 12,09 %.

[loBBITIIEHHBIH PHUCK TTepenayn HEKOTOPBIX cOATaHCHPOBAHHBIX PEIUIIPOKHBIX TPAHCIOKAIIMA SIB-
nsieTcs OoJiee aJalTHBHBIM, YeM HOPMaJIbHOTO KaproTuna. Paznuuue B pricke mepenadyn cOalaHCHPOBAH -
HBIX PELMIIPOKHBIX TPAHCIOKAMH MEXIy coOol OOBsICHSAETCSA pasnuyueM (PyHKIMOHATBLHON 3HAYUMO-
CTH MEXIy ayTocoMamH. Paznmnume B pHCKe Tiepefadu HecOaJaHCHPOBAHHOTO KapHOTHUIA, BUAMMO
00BsICHSIETCSL Pa3IMYMEM y4yacTHusl B Ipoleccax SMOpHO-, OpraHo- M TKaHOTeHe3a, OTpaskaeT (PUIIOTCHETH -
YECKYI0 XapaKTePUCTHKY yYacTBYIOLIEH ayTOCOMBI.

Hpumep. Y socurens PLT 22 ob6napysxena tpancnokanus t(11;22)(q23;ql11). Paccunraem Bapu-
aHTBI 00pa3oBaHus TaMeT 1 XpoMocoMHoro D/] (yABoeHHas JUTMHA IEIETHPOBAHHOTO CETMEHTA U JJTHHA
JTyOMUIIMPOBAHHOTO CErMEHTa XPOMOCOMBI).

1. 23,X D1 - 00,0
2. 23,X, t(11;22)(q23;q11) D11 - 00,0
BapI/IaHTI)I HCCGaﬂaHCI/IpOBaHHHX raMeET:
3 22, X, - 11, + der(11), t(11;22)(q23;q11) D1 - 10,12
4 22, X, - 22, + der(22), t(11;22)(q23;q11) DJ1-5,32
5. 22X, - 11, +der(22), t(11;22)(q23;q11) D1 - 10,46
6. 22,X,-22,+der(11), t(11;22)(q23;q11) DI - 4,98
7 23, X, + der(11), t(11;22)(q23;q11) D]1- 0,90
8.  23,X, +der(22), t(11;22)(q23;q11) DJ1- 1,24
9. 24, X, + 11, 1(11;22)(q23;q11) DI - 4,61
10. 24, X, +22,t(11;22)(q23;q11) D1 - 2,04
1. 22, X, -22, t(11;22)(q23;q11) D1 - 4,08
12. 22, X, - 11 +der(22), t(11;22)(q23;q11) D1 -
10,46
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3. 22,X,-11 DJ1-9,22
14, 22,X,-22 DI - 4,08
15. 24, X, +11 DI - 4,61
16.  24,X,+22 D1 - 2,04
7. 23,X,-11,+22 DII- 11,26
18, 23,X,+11,-22 DJ1- 8,14
19, 22,X,-11,-22, +der(11), t(11;22)(q23;q11) D1 - 14,20
20. 22, X,-11,-22, +der(22), t(11;22)(q23;q11) D1 - 15,10
21, 24, X, + 11, -22, +der(11), t(11;22)(q23:q1 1) DJ1-9,59
22, 24, X, - 11,+22, +der(22), t(11:22)(q23:q11) D11 - 13,30
23, 25,X,+ 11, + 22, +der(11), t(11:22)(q23:q11) DI1-7,55
24, 25, X, + 11, + 22, + der(22), t(11;22)(q23:q11) D1 - 7,89

Takum oOpa3oM, BapuHaHT | — HOpMaJbHBIA KapHOTHII, KOTOPHIA B JaNbHEHIEM HaciexyeTcs
TOJIEKO KaK HOPMAaJbHBIA KapHOTHIT, BApUAHT 2 — cOaJlaHCUPOBaHHAsI TPAHCIIOKAIUS, TaKas Ke, KaK U y
HOCHUTEIIS POIUTENS, KOTOpasi B JATBHEHUIIIEM y TIOTOMCTBA HACIIEyeTCS U MPOSBIISETCS KaK HOPMaTbHBIN
KapUOTHUII, KaKk cOajJaHCHpOBaHHAs TPAHCIIOKAIMs M KaK pa3jMyHbIe BapHaHThl HECOATaHCHPOBAHHOI'O
kapuotuna. Tak, ¢ 3 BapuaHTa 1o 24 BapHaHT dTO pa3IUYHBIC BapHAHTHl HecOATaHCUPOBAHHOTO KapHo -
tuma. V3 aux 4 Bapumant ¢ aenenusmu 22q11, spisrorces cuaapomamu Catch 22q. YauteiBas 0ombInoi
XPOMOCOMHEIH nucbananc BapuanToB 3; 5; 9; 12; 13; 14; 15; ¢ 17 mo 24, oHu Yaile SMTUMUHAPYIOTCS B
BHJIE CAMOTIPOU3BOJIEHBIX A00PTOB M TUIOIOB C MHOKECTBEHHBIMH TTOPOKAMH Pa3BHUTHSI.

CxeMa penUIpOKHOTO THUIA HACIeIOBaHUS CIIOpaJWvecKuX 3aboyieBaHMI MOKazaHa Ha ¢ur 1.
IIpn HOpMaJIBHOM KapHOTHIIE B IOCIEAYIOIIMX IOKOJCHUIX HE POXKIAIOTCA JETH CO CIOPaAHYECKHUMMU
TeHeTHYeCKUMU 3a0oneBaHusiMH. Hocurenn cOanancuposanHoi Tpancnokanuu (TPCB) — ximHMueckn
3mopoBEl. Y Hocutrenedn TPCB pokmaroTcs IeTH ¢ HOPMAaJIbHBIM KapHOTHIIOM CO COaJIaHCHPOBaHHOM
TPAHCIIOKAIMEH U ACTH C pa3TUIHBIMHA HecOamaHcupoBaHHBEIMU KaproTunamu (CI'3), KoTopble SBISIOTCS
MPUYUHON CIIOPATUIECKUX TEHETHUYECKUX 3a00JIeBaHUI U B JalbHEHIIEM MepefaroTcs MO JOMHHAHT -
HOMY THILY.

HpeI/IMyHICCTBaMI/I JaHHOI'O CHOCO63 SBJIAIOTCA TMOBBINICHUEC IMPOTrHO3UPOBAHUA TOUYHOT'O PHCKA
MPOSIBIICHUS 3200JI€BaHUS Y POACTBEHHUKOB.
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HK — HOpMauIbHBII KapHOTUIL

TPCB — Tpancnokanus cOanaHcupoBaHHAS
CI'3 — criopagugeckoe reHeTHIeCKoe 3a00JIeBaHIE
Dwur. 1

1 J |
TPCh
| f | |
HK PCE licr3 [C

Tabmuua 1

Puck ¢popmupoBanus mioaa co coanaHCHPOBaHHON PEHUIPOKHOM
TpaHCIIOKaNKel, HOPMaIbHBIM M HeCcOaJIaHCHPOBAHHBIM KapUOTHUIIOM

Ne Co cbamancupoBanHoO# penutipok- | C HopManbHBIM Kapu- | C HecOaTaHCHPOBAHHBIM
XPOMOCOMBI HOM TpaHcnokanuen % oturoM % KapuOTUIIOM %

1 2 3 4

1. 48,32 34,83 16,85

2. 44,93 43,48 11,59

3. 54,90 39,21 5,88

4. 42,86 42,86 14,28

5. 39,36 47,87 12,76

6. 32,35 57,35 10,29

7. 40,90 51,52 7,57

8. 30,15 63,49 6,34

9. 33,73 48,19 18,07

10. 25,32 56,96 17,72

11. 45,33 42,67 12,00

12. 48,28 48,28 3,44

13. 30,51 44,06 10,20

1 2 3 4

14. 41,94 48,39 10,71

15. 53,23 38,71 8,06

16. 33,33 56,87 9,80

17. 39,39 54,55 6,06

18. 29,63 55,56 34,81

19. 71,43 28,57 -

20. 52,94 41,18 5,88

21. 50,00 (38,29 %) 54,17 (48,94 %) 3,16 (12,77)

22. 47,17 39,62 16,66
iiﬁi’; 47,14 40.77 12,09
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DopmyJia u3odpeTeHus
Croco® MPOTHO3HPOBAHUS CIOPATUICCKUX 3a00eBaHUMN, 3aKJTIOYAIOMHUHACSA B TOM, 4YTO
MIPOTHO3UPOBAHKNE TPOBOIAT MO BapHaHTaM TaMeT, OOpa3yIOUIMXCS y HOCHUTENeW cOaJaHCHPOBAaHHOM
PEIMIPOKHON TPAHCIOKAIMY C YIACTHEM CEIrMEHTOB, IJie UMEIOTCSI TaMEThI CO COAIAHCUPOBAHHON PEIIH -
MIPOKHOH TpaHCIOKaIuel, C HOpMaJlbHBIM KapHOTHIIOM M TaMeThl ¢ HecOATaHCUPOBAaHHBIM KapHOTHIIOM
C Pa3IUYHON MHAUBHyaJIbHOW CEMEHHON Aeneluei u AyoauKaiuei, aenenuei ¢ nyOnuKaime.

BBIHYH_IGHO OTACJIOM IMOATOTOBKHU MAaTCpHUAIOB
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