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Pan XpOMOCOMHbBIX aHOManuiA, Takux, kak CMHAPOM JlayHa, cuHapoMbl 9aBapaca, latay u ap., HEKOTOpble MUKPOAENELMOHHBIE
CUHOPOMbI, MeET cneunduyeckne GeHoTUNbI, YTO NO3BONSET NPEANON0XNTb COOTBETCTBYIOLLMIA ANArHO3 A0 3aBEPLUEHNS LMTOre-
HeTn4Yeckoro nccnenoaHns. O6paTUTLCS K BOMPOCY 0 GEHOTUNMYECKMX NPOSBNEHNSX TpUNaonamm (T) y HOBOPOXAEHHBIX AeTell Hac
nobyaunu Halwm KONNern-LuMToreHeT!kN, CTaBalwme nepes KMHUUMCTaMM 3ajadvy ykasbiBaTb AYArHo3 BO3MOXHOW XPOMOCOMHOM
aHoManuu Npu HanpaeneHun Ha 06cneoBanme. OfHaKO HY B OLHOM M3 IMarHOCTMPOBAHHLIX HAMU CilyYaeB He Obina NpeasapuTesb-
HO 3anogo3peHa T. C uenbto paclumpeHns BO3MOXHOCTEN KIMHNYECKOM AMarHOCTUKM T Mbl NpeACTaBNsSeM pedybTaThl aHaNM3a AaH-

HbIX IMTEPATYpPbl U TPEX ciydaeB T y HOBOPOXAEHHBIX AETEiA.
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Brenenne

Tpurionaus xak ¢peHoMeH Oblaa BIEpBbIe ONMcaHa
y 3MOPHMOHOB IIpK cIIOHTaHHOM abopte B 1961 r. [6]. Cpe-
M XPOMOCOMHBIX aHOMAJINii, TUarHOCTUPYEMBIX B MaTe-
puaje COHTaHHBIX a60pTOB, 0K0JI0 10—20% mpuxoasrcs
na T [1, 4, 6]. Mozauunas ¢opma T (2n/3n, roe n — ramn-
JIOUAHBIII HAbOp XPOMOCOM) Y HOBOPOXIEHHBIX ObLIa
JUarHocTupoBaHa B Hauaje 60-x romoB XX Beka [6];
B 1967 r. BiepBbIc 0OHAPYKeH HOBOPOXKIEHHBIN C TTOJTHOI
T: 69,XXY [6].

Mo manueiM Kynewosa (1976 r.), B Mockse pacrpo-
ctpaH€HHOCTL T cpeiy MIIaIeHIIEeB, YMEpIIMX B IeprHa-
TaJbHBIN Tepuoa, coctaBmia 1:175 (4,1% ot obiiero yncia
cJlyyaeB XpOMOCOMHBIX aHOMaJIMii B BHIOOPKE); B COBOKYII-
HOCTM C NAHHBIMU JIUTEPATYpbl (AaHAJTOTUYHBIE MCCIIEI0Ba-
Hus B JloHnoHe n DnuHOypre ObLIM MpoBeneHbl B 1974 T.)
a10 cocTtaBuiio 2:708 [16]. JlaHHBIX O TMTOMYJISAIIMOHHOM Yac-
tore T y xuBopoxnéHusix nereil B Cankr-IletepOypre,
B Poccum Hamu He HaizneHo [1, 6]; M.V. Zaragoza ¢ coaBTO-
pamu cumrtator, uyto T Bcrpeuaercss y 0,002% xuBo-
POXIEHHBIX [23].

Jlo HacTOSITIIET0 BPEeMEHU KOPPEISIINU BO3PACTa POIU-
TeJsieli ¢ Bo3HMKHOBeHUeM T He yctaHoBneHo [1, 2, 3,4, 23].

Hawm u3BecTHO 0 ueThIpéx ciydasix nmopropenust T (nua-
THOCTHPOBAHHOM IpeHaTalbHO) B pomocyioBHO# [7, 8, 11,
18]; aBTOpaMM ZIByX COOTBETCTBYIOIIMX MCCIIEIOBAHUI Ha-
3BaHbl F€HbI-KAHIMAAThI HA POJIb (PaKTOPOB pUCKa TOBTOPE-
Hust T, B yactHoctu PLCD4, OSBPL5 [11], a TakXe BbIIBU-
HYTBbI TPOTUBOPEUMBBIE TUITOTE3bl O BO3MOXKHOM XapaKTepe
Hacjen0BaHus (beHOMeHa MOBTOPHOIA T: ayTocOMHO-peLec-
CUBHBIH [8], ayTOCOMHO-1OMUHAHTHBIH [11].

Knunnveckuii eHoTHI TPUILIOUAOB (ZAHHDbIE JUTEPATYPHI)

Momnorpadus non pen. I'.U. Jlastoka (1979 r.) comepxut
TMaHHBbIE COOCTBEHHOTO WCCIeAOBaHUS (heHOTHIA TIPH TTOJ-
Hoit ¢popme T (3n, Tme n — rarIOMIHBIA HAOOP XPOMOCOM)
y 57 meteil (HOBOPOXIEHHBIX JMOO IIOAOB CPOKOM Ooiee
28 Henmenb): 33 ManbuuKOB U 24 neBouek. K coxaneHuro, u3
TEKCTa LIUTUPYEMOI MyOJMKallUK HEesICHO, KaKOBO ObLIO KO-
JIMYECTBO XKMBOPOXKAEHHBIX B MCCAeNOBaHHOI rpynne. Hau-
0oJjiee 4YaCTbIM BPOXIEHHBIM IOpokKoM paszButus (BIIP)
B MCCJIEJIOBAHHON TPYIIe cTajla CUHAAKTUINS MajlbLeB KUC-
Teit — okoto 70%, HarboJTee PeaIKUM — KOCOJIAIIOCTh (OKOJIO
16%). B xauecTBe XapaKTepHBIX 151 T IOPOKOB Pa3BUTHSI aB-
TOPbI OTMETWJIM UHBIe (KPOME CUHIAKTUIMM) aHOMAJIUU KU -
CTeil, BKJIIOUasl MaHHbIE JIUTEPATYypbl O HEOJAMHAKOBOM TOJI-
IIMHE TIaJIbIIEB, a TAKXKe Pa3TUYHble aHOMAJIMK CTOII, TOJIOB-
HOTO MO3Ta, MOYEBBIIEIUTEIBHON, CEPIeYHO-COCYIMCTOM,
MUIIEBAPUTEIbHON CHUCTEM, 3KeJI€3 BHYTPEHHEU CeKpeluu,
Hapy>KHBIX TTOJIOBBIX OPTaHOB, IJIALIEHTHI. B pe3ynbrate mpo-
BEIEHHOTO MCCIIENOBAHMSI aBTOPBI MPUIILIM K BBIBOLY O TOM,
4TO, UMesl TOCTATOYHO MOJIHYIO (PEHOTUNHMYECKYI0 KapTUHY
MPU ayTOTICUU, MATOJOr0AHATOM MOXKET YCTAaHOBUTDb TMArHo3
T 6e3 ucciaenoBaHUs XpPOMOCOMHOIO Habopa (Ipy MOJHOM
(3n) dopme naHHoI aHomanuu). [Ipu 3TOM UccienoBaTe N
OTMETHWJIM, UTO B JINTEPATYPE UMEIOTCSI OMTMCAHUST MO3aUYHOM
T, dpeHoTUNIMYECKME TIPOSIBIICHUSI KOTOPOI BapbUpPOBAIN OT
MHOTOKOMITOHEHTHOM KJIMHUYECKOI KapTUHBI nojiHoi T 1o
YMEPEHHO! BPOXAEHHOW acCUMMETPUU TyjloBuIA [4].

B mocTymHbIX HAM OMUCAHUSX KIMHUYECKOTO (heHoTumna
y KMBOPOXIEHHBIX ¢ MosHo# [12, 14, 19, 21] nubo mo3any-
Hoit dopmoii T [9, 10, 13, 15, 20, 22] npuBOASITCS B CyMMe
75 KIIMHUYECKUX CUMIITOMOB Pa3JIMUHON (C TOYKM 3pEHMUSI
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OPUTNHAJIbHbIE NCCNEAOBAHUA

TreHeTUKa-KJIMHULIMCTA) CTENEHN 3HAUMMOCTU. DTU JaHHbIE
JIATEPATYpPHI TIPEICTaBICHBI B Ta0I. 1.

CoracHoO HaAEHHBIM HaMU OIUMCAHUSIM (beHOTHUIIA AECSTU
nereit ¢ T, Haubosee pacpoCTpaHEHHBIMU TIPU3HAKAMU SIBJISI-
J0TCSl CUHIAKTUIMSI HA KUCTSIX M CHYKEHHBIN MBILIEUHBIN TO-
Hyc (8/10), B To Bpemst Kak 40 13 3apMKCUPOBaHHBIX (PEHOTHU-
MAYECKUX aHOMAJTii ObUTM OTMEYEHBI B €IMHUYHBIX CITydastx.
JlaHHbIe MHOCTPAHHOM JIMTEPaTypbl O CUHIAKTWINM KHUCTEi
KaK caMOM 4acTOi aHOMAaJIUU Y KUBOPOXKIEHHBIX TPUTLIOWII-
HBIX MTHIVUBUIYYMOB COBITAIAlOT C JAHHBIMUA COOCTBEHHOTO Ha-
omonenus [.W. Jlaztoka u ap. (1979 r.), npuBen€HHBIMU BBILLIE.

TIponomKuTeIbHOCTh XKU3HU MPY MO3aMYHOM (hOpMe TPUIT-
JIOUIMM COCTaBWJIa B OJTHOM M3 U3BECTHBIX cyyaeB 14 et [20];
ripu Kapuoturre 69,XXY — no 10 Mec. BKIounTesbHO [21], ipr

kapuorure 69, XXX — 10 46-ro qHS BKIIOYUTEJBLHO B OTHOM
u3 HabOmoneHuit [14] u 2 mec. — B apyrom [12].

Tpu cayyast TPUIUIOUINM Y KUBOPOKIEHHBIX
B Cankr-IlerepOypre

B CIIT'KY3 «/luarHocTUyecKuii 1eHTp (MEIUKO-TeHe-
tnueckuit)» (MI'Ll) HaMu nuarHocTHpoBaHO Tpu ciaydas T
y >KHMBOPOXAEHHBIX neTeil paszHoro moja (2010, 2014,
2015 rr.). Ilo maHHBIM OpraHM3alMOHHO-METOINYECKOIO
otaena MI'LL, uncio ponoB B mepuon ¢ 1 saBaps 2010 1. mo
30 mrons 2015 r. B Cankr-Iletepdypre coctaBuio 349 331.
B namem Ha6monenun T Oblia 1MarHOCTHpPOBaHa y TPEX U3
349 331 XUBOPOXAEHHBIX, T.e. yacToTa T MOXET ObITH Olle-
HeHa kKak 1 Ha 115 000, yTto GIM3KO K 3HAYEHUIO TAaKOBOW
(2:100 000), mo nanHeiM M.V. Zaragoza ¢ coapTopamiu [23].

Tabnumua 1

deHoTunuyeckune npusHakm y 10 XXMBOPOXAEHHBIX Pa3HOro Bo3pacTta € MoJIHOM U Mo3auvyHon ¢popmon T
(No paHHbIM NUTEpPATYpPbI)

NeNe deHoTUNMYECKNA NPU3HAK Bcero HabnioneHui Homep ccbliku
1 2 3 4
1 [MpeHaTanbHasa rmnonnasnsg 6 13, 14, 15, 20, 21
2 3agepxka Gn3nyeckoro pasBuTUa B paHHEM BO3pacTe 3 10, 13, 20
3 Kaxekcus 1 12
4 | U36bITOYHBIV MO OTHOLLEHWNIO K POCTY Bec B Bo3pacTe cTtaplie 1 rona 5 9, 10, 20, 22
5 AcummeTpusa Tena/yepena/TynoBuLLa/KOHEYHOCTEN 3 9,13, 14
6 Makpouedanus 2 12,14
7 Mukpouedanns 2 10, 15
8 MMNepanacTUYHOCTb KOXK 1 12
9 JlokanbHasa rmnepnurMeHTaumnsa Koxm 6 9, 13, 15, 20, 22
10 LerHasa cknagka 1 12
11 Huskas nuHMa pocTa BONOC Ha Liee 1 12
12 CnocHyThI ¢ 6OKOB Yepen 1 15
13 HaBucatowmii 3aTbiiok 1 21
14 Hwn3koe pacnonoXeHne yLHbIX PakoBUH 2 12, 14
15 KpynHble yLHbIE PaKOBUHbI 1 21
16 MICTOHYEHHbIE YLLIHbIE PAKOBUHbI 1 21
17 JycnnacTuyHble yLWHbIE PaKOBUHbI 2 12,14
18 AcummeTpusa nuua 5 9, 13, 15, 22
19 TpeyronbHas dopma nuua 1 21
20 Bbicokuin no6 2 15, 20
21 MmMnonnacTuyHaa cpegHasa 4acTb amua 1 15
22 [yroo6pasHasa ¢popma 6poseit 1 9
23 Kocornasuve 1 15
24 vneptenopunsm rnas 3 14, 15, 21
25 'ny6oko nocaxeHHble rnasa 1 15
26 KopoTkue rnasHbie Lwenm 3 14, 15
27 AcMMeTpuUs rnasHbiX LWenen (o BennymHe) 2 9,13
28 MwukpodTanbmms 1 12
29 KpynHbIn HOC 2 9, 21
30 LLinpokas ynnowéHHasa nepeHocuua 3 9,12, 15
31 MacucTbIN KOHYMK HOCa 2 12, 20
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Tabnmua 1 (okoH4aHwe)

1 2 3 4

32 KnioBoBuaHas dopma Hoca 1 21

33 OOHOCTOPOHHSAA paclienmHa rybbl n Héba 1 21

34 OOHOCTOPOHHSAA NceBaopacluenuHa ryosol 1 9

35 YKOPOYEHHbIN DUABLTP 1 15

36 MukpocToMus 3 9,10, 12

37 Bbicokoe y3koe HEGO 1 15

38 f'mMnonnasns HUXHen 4eniocTn 3 9,12, 21

39 MnonnacTnyHbIn Nnondopoaok 1 20

40 MMnNepmMobunbHOCTL CyCTaBoOB 1 12

31 KopoTkas wes 2 14, 15

42 Y3kasa rpygHas knetka 1 12

43 'mnonnasus cockoB 2 12, 21

44 'mnepTenopram cockos 1 12

45 dukcrnpoBaHHOE NPUBEAEHHOE MOJIOXEHWNE KACTEN 1 21

46 YOJNHEHHbIE Y3KME KUCTU 1 CTOMbI 1 12

47 EnnHcTBEHHas nafjoHHasa cknaaka 3 9, 20, 22

48 lMpokcumanbHasa nonepeyHas nagoHHas cknagka 1 13

49 YKopo4eHve nepBbiX U NATbIX NaJbLEB KNCTEN 1 13

50 CVHOAKTUANS BTOPOrO-TPETLENO/TPETLEr0-4eTBEPTOr0/BTOPOr0-NATOr0 8 9,10, 13, 14, 15, 19,

nanbLeB KUCTENn 21, 22

51 KnuHopaktunusa nanbuges KUCTen 5 9, 10, 13, 20, 21

52 KamntomakTunus 3 13, 20, 21

53 [MepexkpbiBaHNEe TpeTbero 1 4YeTBEPTOro NasbLEB KNCTUN 2 14, 21

54 AHOMaNbHOE B3aMMOPacnoioXeHne nanbLeB KUCTEN 1 12

55 VckpuBneHune roneHem 2 12, 21

56 KanbkaHeoBanbrycHas gedopmarms 1 20

57 Ctona B dopme "kavankm” 2 12, 21

58 SKTpoOakTUInS cTon 1 19

59 CrubaTenbHasi KOHTpakTypa MeTaTap30-dasnaHreasbHbIX CyCTaBOB 1 21

60 [MpokcrmanbHOe NosioXXeHne NepBbix NanbLEB CTOMN 2 9,13

61 AHOMarnbHas dopma nanbLeBor AyrM Ha cTonax 1 23

62 CuHpaKkTnnns BTOPOro-TpeTbero nasnbLeB CTon (KoXHas) 4 14, 15, 20, 22

63 CuHAaKTUANS TPETbEro-4eTBEPTOro NasnbLEB CTON (KOXHasA) 1 20

64 YBenuueHve/ypoavHeHne BTOPOro nasblia CTomMbl 3 9,19, 20

65 CanpaneBuaHbI NPOMEXYTOK 2 9,19

66 M'Mnonnasus NaTbix NanbLeB cTon 1 9

67 CKONMo3 TAXKENOWN CTENEHN 1 20

68 'mnonnasuns HapyXHbIX FTeHUTaNuin y Manbymnka 1 10

69 J1BYCTOPOHHUI KPUMTOPXN3M 1 21

70 Owmdanouene 1 19

71 MbilweyHas rmMnoToHus 7 9, 13, 14, 15, 21, 22

72 Apednekcus 1 15

73 3agepxka NCUXoMOTOPHOIro/NMCUXOPEYEeBOro pPasBuTUsa * 4 9,10, 13, 15, 20

74 | FTopMOHanbHbIN KPU3 (BKJIKOYas BarvHasibHOe KPOBOTEYEHNE) B COYETaHUN 1 15

C TPAH3UTOPHbLIM FMMNOTUPEO30M LIEHTPANIbHOro reHesa*™
75 | ToBTOpHbIE MHMEKUMOHHbIE 3a00NEBAHNSA AbIXaTeNbHbIX MYTEN N CIYXO- 1 15
BbIX MPOXO0B C TSXKENBIM TEHEHNEM

MpumeyaHue. * — ana peter NepBbIX ABYX MECSLEB XU3HM 3aKJIIOYEHUS HE AaHbl; ** — aBTOpbl AAaHHOro HabNAeHUS pacLeHn-
JIM OMUCaHHbIE UMK MPU3HAKM KakK MpexXAeBPEMEHHbIN nybepTaT, HO, Y4MTbIBasi CMOHTAHHYIO Perpeccuio ykasaHHoM cuMnToma-
TUKN, MOXHO TpakToBaTb AaHHbIN GEHOMEH 1 kak CBOE0OpasHblii TPAaH3UTOPHbLIM FOPMOHANbHbIA KPU3, NMPUCYLUNIA HEKOTOPbLIM
HOBOPOXAEHHBLIM, OLHAKO NPOSIBUBLUNIACSA ¥ pebéHka ¢ T B HeoObl4HOM Bo3pacTe (5 mec.).
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OPUTNHAJIbHbIE NCCNEAOBAHUA

BospacT ponuteseit mpobaHIOB (Ha MOMEHT POXKIECHMS
pebEHKa) ObLI He cTaplie 28 JeT y XKEeHIIUH 1 29 JIeT y MyXK-
YUH.

Y matepu npobaHma A TiepBast 1 BTopasi 0epeMeHHOCTHI
3aMepsid Ha paHHMX CpoKax (KapuOTUITMPOBAaHUE TJIOAHOTO
MaTtepuaja M poauTesedl He MPOBOAUJIOCH); TPEThsl Oepe-
MEHHOCTh TIpOTeKasia ¢ YIpo30i TpephIBAaHUS U 3aJePKKOI
pa3BUTHUS TUIO/A, 3aKOHYMJIACH POXIEHUEM [EeBOYKM Ha
cpoke 30 Hemenb Ha (oHe manmoBoausi. [IpobGanm A mpu
POXIEHNM WMeJIa clienylonme (U3nIecKrue IapaMeTphl:
Macca tena — 620 T, YTO COOTBETCTBYET CPOKY 23—24 Hep.
[5], nmuHa Tea — 25 M, UTO COOTBETCTBYET CPOKY 15 Hes.
[5], OKpy>KHOCTB FOJIOBBI — 17 CM, YTO COOTBETCTBYET CPOKY
19 Hen. [5]. Kapuotun npobanaa A: 69, XXX (uccienoBaHue
MPOBEIEHO B 1LIMTOreHeTnueckoi nabopatopuu MI'L] Bpa-
yoMm-yabopaHToM K.M.H. M.B. I1po3opoBoii).

[MpoGann b pomwics Ha cpoke 26—27 Held., OT TMEePBOit
OepeMeHHOCTH, MpoTeKaBlleil Ha (GoHe recro3a ¢ 21-if He-
Jen, JIETKOM aHeMUW, MHOTOBOIMS, YJIbTPa3ByKOBBIX Map-
KEepOB: TUITOIIa3U1 HOCOBBIX KOCTeI, MUKPOTJIIOCCUU, aHO-
MaJIuii pa3BUTHS MAJIbIEB CTOT; 3aI€PKKU BHYTPUYTPOOHO-
IO pa3BUTHS K 26-i1 Hefesie, YTOJILEHUS TUTALCHThI M HaJIU -
Yusl B HEW MHOXKECTBA OKPYIJIBIX aH3XOT€HHBIX 00pa3oBa-
HMI1 paznuaHoro auametpa. [Ipy poXaeHWM y 3TOro maru-
eHra: Macca tesia — 700 T, 4YTO COOTBETCTBYET CPOKY 24 Hell.,
JUIMHA Tena — 27 cM, 4TO COOTBETCTBYET CpokKy 17 Hen.,
OKPYKHOCTb I'OJIOBBI — 23 CM, UTO COOTBETCTBYET CPOKY T'e-
cranmu 25 Hen. [5]. Kapuotum npo6anna b: 69,XXY.

IIpoGana B pommmack ot mepBoit 0epeMeHHOCTH, TIPOTEe-
KaBllIell Ha (hOHE XPOHMYECKOIOo LIMCTUTA C OaKTepuypueit,
XPOHMUYECKOTO Ba30MOTOPHOT0 puHUTA. CKPUHUHT B Mep-
BOM TpuMecTpe mokasai cHikeHnre PAPP-A 1o 0,09 MoM,
B-XI'Y mo 0,19 MoM. VYiubTpa3zBykoBoe UCCIeIOBaHUE
B 30 Henmesib BBISIBUJIO BPOXAEHHBIA MOpPOK cepaua. Pombl
cocrosuich B 30—31 Hen. dusnyeckue mapaMeTphbl Tpo-
0anma B nipu poxaeHuun: macca tena — 940 r, yTo COOTBET-
CTBYET CpOKY 25—26 Heq., JJIMHA Teda — 37 ¢M, 4TO COOT-
BETCTBYET CPOKY 27 HeJl., OKPY>KHOCTb TOJIOBBI — 27 CM, UTO
COOTBETCTBYET CPOKY recraiuu 29 Hea. Kapuorun npobaH-
na B: 69, XXX.

B Tabn. 2 nmpexacraBieHbl JaHHBIC, XapaKTepU3YIOIIUE
CTEeMNeHb 33[ePKKU BHYTPUYTPOOHOTO Pa3BUTUS Yy 0OCen0-
BaHHBbIX Aereii ¢ T.

VY 00cnemoBaHHBIX TPUILIOMAOB KEHCKOTO Ioja aedu-
LIUT Macchl Tejla OoJsiee BbIpAXEH, YeM Yy TPUIUIOMAA MYXK-
CKOTO 10J1a, 0COOEHHO, €CJIM y4eCTb, YTO CTENEeHb HEJOHO-
1LIEHHOCTH Yy TTocjenHero oblia 6osee riyookoit. MHTepecHO
TakXe pasziuuue MeX1y TPUILUIOMAAMU XEHCKOTro roJja, 3a-
KJIoyarolleecs B 3HaUMTEIbHO OOJIbIIEN CTETIEHU 3aIEPXKKHU
pa3BuTus y npobdaHna A.

ITpu sxorpacdryeckoM MCCIeTOBAHUM BHYTPEHHUX Opra-
HoB y npobaHaa A BITP He BbisiBiaeHO, y npobaHaa b odHapy-
JKEHO TIePCUCTUPOBAHUE 3MOPUOHAIBHBIX CTPYKTYP Cepila,
y nipobaHia B — TosHbIN aTpro-BEHTPUKY/ISIPHBINA KaHaJI.

[TpomoykuTeIbHOCTD KMU3HU TTpobaHaoB A u b coctaBu-
Jla 2 HeMOJIHBIX Mecs1a, TpobaHaa B — 5 mosiHbIX Mecs1eB.

Ilo naHHBIM MMATOJIOrOAHATOMUYECKOIO UCCIEN0BaHNS,
y nipobanga b oTMeueHbI: rUToTIa3ust HOCOBBIX KOCTEI, MO~
POK pa3BUTHS XKETYHBIX XOJOB, aHOMAJIUM MaJIbLIEB CTOII,
TUIIOTUIA3Ms MOJIOBOTO YJIeHA..

CoracHO JTaHHBIM ayTorcuu, y npobaHaa B, momumo
JIBYCTOPOHHEU pacileIMHbI BepXHEU TyObl, TBEPAOTO U MSIT-
KOro HEOa M BPOXIEHHBIX MTOPOKOB CEPACYHO-COCYIUCTOM
CHCTEeMBbI (BKJTIOYAIOIIMX TUITOIIA3MI0 MTPABOTO XeIya0uKa,
aTpe3nio TPUKYCMUAATBHOTO KJlanaHa, TMIOIUIa3uo JIeroy-
HOTO CTBOJIa), TAKXe OMMCAHbL: TUTIOTPO(MUS TPEThell CTeTe-
HM, yBeJIMUueHUe 00BbEMA TrOJIOBbI, PACXOXACHUE KOCTEH ve-
pena, BeHTpuKyjgomeranus, oiedapodrumos, 0THOCTOPOH-
HSig aTpe3usi HapyXHOTO CJIYXOBOI'O MPOXOJa, AOTMOJTHUTE-
JIbHAsS JOJIbKA CeJIe3¢HKU, MPEXAeBPEMEHHBIN KUPOBOI Me-
TaMop03 TUMYyca (paclieHeHHbI KaK MPU3HaK MePBUYHOTO
UMMYHOIE(PUIIMTHOTO COCTOSIHUS).

ITocmepTHOE uccienoBanue mpobdaHaa A He ObLIO MpPo-
BEJCHO B CBSI3U C OTKA30M POJUTEJIEH.

CpaBHUTEIbHOE OIKMCAHWE KIMHUYECKOTo (peHOoTUIa
y npob6annoB A, b, B u oTHocuTeIbHOE YMCIO OMMCAHHBIX
Y HMX aHOMaJUii B COBOKYITHOCTH C JAHHBIMU M3YyYEHHOM
JUTepaTypbl IpUBEACHBI B Ta0I. 3.

B HemocpencTBeHHO M3yYeHHBIX (PeHOTUIIAX OCOOEHHOE
BHUMaHUe MPUBJIEKAET TaKasl pe/ikasi aHOMaJIusl, KaK YBEJIU-
YEHME 10 CTENEeHU MaKpPOJAKTWJIMKM BTOPOTO Tajblia CTOTIbI

Tabmua 2
XapakTepucTuka 3afepXxku BHyTPUyTpoO6Horo passuTtusa y npobangos ¢ T (A, b, B)
MpuaHak Mpo6aHg,

A B B
Macca Tena:
— neduumnT B rpammax (K CpoKy rectauum) 680 150 400
— OTCTaBaHue B Hefensax 6—7 2—-3 5—6
OnnHa Tena:
— nedunumT B caHTUMETpax (K CpoKy recrauum) 15 17 3
— OTCTaBaHue B Heaensax 15 1-2 3
OKpYXHOCTb rO0BbI:
— aeduuunT B caHTUMETpPax (K CPOKy recraumm) 11 1-2 1-2
— OTCcTaBaHue B Hepensax 11 —2 1-2
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y nipobaHia b 1 MeHee BbIpaXkeHHOE YBEJIMUEHUE BTOPOTO U
TPEThEero MajblieB cTon y IpodannoB A u B (puc. 1, 2 coot-
BeTcTBeHHO). CorjacHO AaHHBIM MPOBEIEHHOIO aHalu3a,
Yy KHMBOPOXIAEHHBIX TPUIUIOMIOB TaKOTO poja aHOMAaus
Oblla OTMEYeHa TPUMEPHO B TIOJIOBMHE CJyvyaeB, valle
BCTpevaaach TONbKo cuHmakTiaus (9/13).

JoBOJBHO YacTo (4yThb MeHee IIOJOBUHBI CJIyyaeB)
BCTpeYaauch Takue Hecrnelu@uuHbie MPU3HaKW, KaK acCuM-
MeTpusl Tesia/TyjaoBuIa/yepera (y Bcex OOJIbHBIX OHA UMe-
J1a HeOOJIBIIYIO CTEIEeHb), TUIIEPTEIOPU3M IJIa3, YKOpoue-
HMe TJIa3HbIX LIeJeil, TUMOIIa3usl HUXKHEN Yel0CTU, TUCT-
JIa3usl YIIHBIX PAaKOBMH, KaMITOXAKTUIIHSI.

3akmouenue

Hrtak, BO3MOXHOCTH KIMHUIIMCTA IPY TIEPBOM MCCIIEN0-
BaHUM (peHOTUIIA HOBOPOXKIEHHOTO peOEHKA, KaK MpaBuIIo,
OrpaHUyeHbl BU3yalbHbIM 0cMOTpoM. OcoOblil Bec Mpuoo-
peTaloT aHOMaIMM, HauboJiee peaKo BCTpevarolyecs y na-
LIMEHTOB ¢ AucOaJaHCOM XPOMOCOMHOIO Marepuana. Mak-
pomakTWIvs (TMTAHTU3M TAJIbLIEB, METATONAKTUIMS, <«TH-
TaHTCKUE TalbIbl», TOKAJIBHBIA TUTAHTU3M, MaKpOXEUPUST)
KaK M30JMPOBaHHBIN MOPOK BeTpevaercs peako [4]. Hacko-
JIbKO HaM M3BECTHO, MaKPOIAKTUIIMS TPU POXICHUU Oblia
omnucaHa y TpéX MallMeHTOB B CTPYKType cuHapoma Ipores,
KOTOPBIil HE BbI3bIBAET 3aJePXKKM BHYTPUYTPOOHOTO pa3BU-

Tabnuua 3

CpaBHuUTeNbHaA XxapakKTepucTuka KinHnyeckoro ¢eHotuna npodavnos A, b, B n oTHocutenbHoe 4ucno
onucaHHbIX aHoManun y 13 XUBOPOXAEHHbIX TPUNNIONAOB (AaHHbIe NUTEepaTypbl U COOGCTBEHHbIX HAONOOEHUIA)

MpusHak MpobGaHg, OTHOCUTESILHOE YNC-
A 5 B | g nposeasro-
ro aHann3a
CnnioCHyYThIV ¢ 6OKOB Yepen + - + 3/13
ACMMETPUYHBIN Yepen — — + 5/13
'mneptenopusm rnas + - + 5/13
KopoTkue rnasHole wenu + — + 5/13
AHTUMOHIONONAHbLIN pa3pes rnas + — — 1/13
Ok3odTansm - + — 1/13
mMnonnasnst HAXHeEN YenocTn + - + 5/13
PacuienvnHa BepxHeii ryobl, HEGa + — + 4/13
Hwn3koe pacnonoxeHue/ potaums k3aam yLHbIX pakOBUH +/ — +/ — — /+ 4/13
Oncnnasusa yuwHbix pakoBUH +* + + 5/13
MpeaypukynspHbI BbIPOCT + - — 1/13
M'mnonnasunsa cockos - - + 3/13
Y3kasa KNCTb - — + 2/13
KoHycoBugHasa ¢popma nanbLeB KucTen — + — 1/13
'vnonnasusa nepsoro nasbLa KUCTen - - + 2/13
[MpokcumanbHas CUHAAKTUANS NanbLEB KNCTEN — — + 9/13
Kamntopaktnnmsa — + + 5/13
AHOMarbHbI AepMaTOrMMUYECcKnin PUCYHOK Ha NafoHSX — + 4/13
AHoMarnbHasa dopma nanbLeBOr Ayrv Ha cTonax + + + 4/13
YMeHblUeHne B pasmepax HOrtTeBor ananrn (M HorTesom + — + 2/13
NJacTUHKK) NEPBOro nasnbLa cTon
YBenuyeHve/ yanvHeHe BTOpPOro nasbua cTornbl —/+ +/ 4+ ** + 6/13
CaHpaneBuaHbI NPOMEXYTOK + + R — 4/13
YBennyeHne TpeTbero nasnbla cTonbl —/+ — + 2/13
O6LWMt KOpeHb BTOPOr0-4eTBEPTOrO NasnbLEB + — — 1/13
YMeHbLUEeHHble/YKOPOYEHHbIe MATble nasblbl CTOMN + - + 3/13
HapyXHble reHutanum Mo xeHckomy | He audde- | Mo xeHckomy | Hapywenne andode-
mny pPEHUMPOBaHbI TAny **** PEHLMPOBKUN
y Masib4y1koB
MpumeyaHue. * — KpynHble, YTOJNIWEHHbIE; ** — MaKpoOaKTUANS Ha OHOW cTone; *** — meXay NepBbiM U YBEJIMYEHHBIM BTO-
pbiM NasnbLamMm (Ha NOpPaxEeHHoW cTone); **** — runonnasus 60MbLLNX NONOBLIX Iy6
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tnst [17]. D10 moaTBepxkIaeT KIMHUUECKYIO LIEHHOCTh YBe-
JIMYEHUS MAJIbLIEB CTOM BIUIOTh 10 MAKPOJAKTUINU KaK BO3-
MOXHOT0o (eHOTUIIMYEeCKOro mpu3Haka T 'y XuBO-
POXIEHHBIX.

Taxum oOpa3oM, Mbl TToJ1araeM, 4YTo coYeTaHue PeIKUX
aHOMaJIMIl MajiblieB KUCTed M cTom (KaMITONaKTUJIuS,
yBeJMUEHUE BTOPBIX M/WJIM TPETHbUX MalbIeB CTOM) C CUH-
NAKTWIVEH U TIpeHaTaIbHOM THIoTUIa3ueit Ha (hoHe Helo-
HOIIEHHOCTH TI03BOJIIET 3amojo3puTh T 'y HOBO-
POXIEHHOTO.

Puc. 1. MNpo6axg A. CTonbl. KoMMeHTapum B TekcTe.

Puc. 2. NMpob6anp B. Mpasas ctona. KommeHTapun B TekcTe.
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The clinical aspects of triploidy in the live-births

Prokofyeva A.D., Vassilkova |.V., Lyazina L.V.

Saint-Petersburg Center of Medical Genetics, Saint-Petersburg; e-mail: petergen@yandex.ru

Triploidy in the live-births is a rare phenomen and its prevalence has not been determined yet. The clinical features of triploidy in
the live-births have been studying in order to delineate a specific complex. We have found probably significant symptoms that are
considered to be useful for making clinical diagnosis. Presented data can also be used to describe a specific phenotype and to calcu-

late a numerical value of prevalence of triploidy.
Key words: triploidy, congenital anomalies, microanomalies
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