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Pe3lome

Uuic/10Bble aHOMa/TY KapUOTHIIA SIB/ISIIOTCS CTlefl-
CTBHEM TeHOMHBIX MyTaliid. B omiiune ot reHHbIX
Y XPOMOCOMHBIX aHOMa/lii, FeHOMHbIe MyTalliy He
TIPUBOZAT K HapylieHuto ctpykrypb! IHK mm xpo-
MocoM. [TpUuMHON YKMC/IOBBIX U3MEHEeHH KapruoTu-
Ta sB/ISIeTCS] HapyllleHWe MexaHH3Ma PacXoyKeHHst
XPOMOCOM B xofie Melio3a Wi Mutosa. Kak u mpo-
yye MyTalliM, TeHOMHbIE MYTaLiH SIBJISTIOTCST ecTe-
CTBEHHBIM MeXaHN3MOM I10BbIILIEHHs] FeHeTUUeCKOro
pasHoobpa3ust y notomctBa. [Ipy 3TOM y yenoBeka
00bIUHO HAO/IFONAIOTCST HeraTUBHbIE 3(P(EKThI Jiko-
ObIX UMC/IEHHBIX OTK/IOHEHUM OT HOPMbI, TI0 3TOMN
NpUUMHe LUTOreHeTHYecKoe HCC/leloBaHUe aHey-
TUIONJUH SIBJISIETCS] BAYKHBIM IMarHOCTUUECKUM WH-
CTPYMEHTOM B MeZIMLIMHCKOM TeHeTHKe.

V3MeHeHHe urcIa I0JI0BbIX XPOMOCOM OOBIYHO He
SIB/ISIETCS JieTalbHbIM. CIIeKTp BbISIB/ISIEMbIX OTKJIO-
HEHW Y HOCUTEJSl — OT HElOCTOSIHHBIX HapyIIeHWH
PerpoayKLMK TP HOPMa/IbHOM (heHOTUIIe [0 MOpo-
KOB Pa3BUTHs1 HEKOTOPBIX BHYTPEHHHX OpraHoB, 6ec-
TUIOAWST U TSDKETbIX MHTeJUIeKTYa/IbHbIX HapyLLeHH.
AneyTIoMAMM ayTOCOM BCEr7ia HECYT YTPO3Y >KU3HU U
3710p0oBbI0. COBMECTUMBIMHU C )KUBOPOK/|EHHUEM SIBJISI-
FOTCS TOJIBKO ayTOCOMHbIE TpUCOMUMHM 110 13, 18, 21 u
22 XpOoMOCOMaM, UMEFOTCSI eIMHAYHBIE COOOIIIEHHS 0
POXKJIEHUH [leTell ¢ MoMIIonusMu. T1py 3ToM mpo-
THO3 >KU3HHM OTHOCUTE/TLHO O/arorpHsTHBIN TOMBKO B
C/ydae ¢ Tpucomueii 21, mpuBogsiiiieit K hopMypoBa-
HUto cuHapoMa [layHa. ITpoure aHeyriony o0bId-
HO MPHUBOJST K CIIOHTAaHHOMY TTPepBIBaHHI0 GepeMeH-
HOCTU B paHHIe CPOKU ¥ PErUCTPUPYIOTCS B 0OpasLiax
abopTHOrO MarepHara.

B cBs131 € 3TMM LJUTOreHeTUUeCKUH aHaM3 Xpo-

MOCOMHBIX aHEYTUIOWIWI TIPUMEHSIeTCS [ yCTa-
HOBJIEHUs TeHeTHUeCKUX TIPUYMH aHOMaJTUH 1 TIOPO-
KOB Pa3BUTHSI B TIOCTHATa/IbHOM TIEPHO/IEe, 3a/1ePXKKU
peueBoro M MCUXOMOTOPHOTO Pa3BUTHS, HapyILIeHHsT
PenpoayKLmu y B3pocibix. Ocoboe 3HaueHHe UMeeT
LUTOreHeTMYECKUI aHa/IU3 KapUOTHIa SMOPHOHOB B
TIpeHaTa/lbkHOM Tiepuofie. B mipezyiaraemoit JieKiyu
aHa/IM3UPYeTCsT MeXaHW3M (DOPMUPOBAHHSI TEHOM-
HBIX MyTal[Wii ¥ UX pa3HoobOpasue. PaccMarpuBaroT-
Cs1 BO3MO)KHbIe MeJULIUHCKUe MOC/Ie/ICTBUS HATUUMS
Pa3MMYHBIX TUIIOB aHEYTUIOWAWI. BHUMaHWIO ynTa-
TeJIs TIpeJIararoTCsl CHHAPOMBI, CBsI3aHHBIe C M3Me-
HEeHHeM Yrc/ia XpOMOCOM B Kapuoturie. OrmicaHye
WUTIOCTPUPYETCST PeaslbHbIMU M300pa’keHUsIMA Ka-
PHIOTHIIOB MALMEHTOB.

Jlek11si OpUEHTUPOBaHa, MpeXX/e BCero, Ha CTy-
[IeHTOB Me/INKO-OMO/IOrMUeCKHX Crel{uaTbHOCTeH,
MOJIOZBIX CTIeLUaNCTOB, T/IAHUPYIOMIUX UCTIONb-
30BaTh B CBOEI MPaKTUUECKOH [1esiTe/TbHOCTH 1IU-
TOTeHeTHUeCKHe MeTO/IbI MCCIeIOBaHUM, U Bpa-
yel, CTaJKMUBAIOIIMXCSA C HEOOXOMUMOCThIO aHa-
JIU3UPOBAaTh U HWHTEpPHpPeTUpPOBaTh pe3y/bTaThbl
L[UTOTeHeTUYeCKOTro aHanmm3a. s ycBoeHust 00-
Cy’K[JaeMOT0 MaTepHasia peKOMeH/[yeTCsi 03HaKOM-
JIeHUe C TIpeJbIAyIIel IeKI[uel [uKIa.

KoroueBbie cs10Ba: LIUTOTeHETHUECKUH aHAJIH3,
KapHOTHII, TeHOMHbIE MYTaLlUH, aHEeYTUIOU/IUN
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Abstract

Numerical abnormalities of karyotype are the
result of genome mutations. Unlike gene and chro-
mosomal abnormalities, genome mutations do not
disrupt the structure of DNA or chromosomes. The
cause of numerical changes in the karyotype is a
violation of the mechanism of chromosome segre-
gation during meiosis or mitosis. Like other muta-
tions, genome mutations are a natural mechanism
for increasing of genetic diversity in offspring. At
the same time, humans usually have negative ef-
fects of any numerical deviations from the norm,
for this reason, cytogenetic examination of aneu-
ploidies is an important diagnostic tool in medical
genetics.

A change in the number of sex chromosomes is
usually not lethal. The spectrum of detected devi-
ations in the carrier is from inconstant impairment
of reproduction but a normal phenotype to malfor-
mations of some internal organs, infertility and se-
vere intellectual disabilities. Aneuploidies of auto-
somes are always a threat to life and health. Only
autosomal trisomies on chromosomes 13, 18, 21
and 22 are compatible with live birth, there are sol-
itary reports of the birth of children with polyploi-
dies. At the same time, the prognosis of life is rel-
atively favorable only in the case of trisomy 21,
leading to the formation of Down syndrome. Other
aneuploidies usually lead to spontaneous termina-
tion of pregnancy in the early stages and are dis-
covered in samples of abortion material.

In this regard, cytogenetic analysis of chro-
mosomal aneuploidies is used to establish the
genetic cause of anomalies and malformations
in the postnatal period, delays in speech and psy-
chomotor development, reproduction disorders
in adults. Of particular importance is the cytoge-
netic analysis of the karyotype of embryos in the
prenatal period. The proposed lecture analyzes
the mechanism of formation of genomic muta-
tions and their diversity. The possible medical
consequences of the presence of various types
of aneuploidies are considered. To the reader at-
tention is offered syndromes associated with a
change in the number of chromosomes in the
karyotype. The description is illustrated by real
images of patient karyotypes.

The lecture is aimed primarily at students of
medical and biological specialties, young special-
ists who plan to use cytogenetic research methods
in their practical activities, and doctors who are
faced with the need to analyze and interpret the re-
sults of cytogenetic analysis. To assimilate the ma-
terial under discussion, it is recommended to fa-
miliarize yourself with the previous lecture of the
cycle.

Keywords: cytogenetic analysis, karyotype,
genome mutations, aneuploidies
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BBepeHue

YucioBble M3MEHEHHUs] KapuoTHIa OuoJioruye-
CKOTO BW/]a OTHOCST K TaK Ha3bIBaeMbIM T'€HOM-
HbIM MyTalusiM. [Ipy 3TOM peud He WJEeT O Ka-
KUX-TNO0 CTPYKTYPHBIX HapYyLIEHUSIX XPOMOCOM.
HopmanbHbIii KapyuOTHUII, XapaKTepHBIA [ TH-
MMUYHOM KJIeTKU [aHHOTO OpraHu3Ma, Ha3bIBaeT-
Cs1 9yMIOUIHBIM. JIF0Oble U3MEHEeHHUs1 Unciia Xpo-
MOCOM Oy[yT CUMTaThCs aHEyTIOUAWSIMH. Xpo-
MOCOMBI KayKJJOW Tlapbl HOpMabHOW AUTIIOUJHOU
KJIETKH TI0 OTpe/ie/IeHUI0 HaXOASATCSl B COCTOSTHUU
nucomui. [Totepst ofHONM XpOMOCOMBI TPUBOJUT K
(hOpMHPOBaHMI0O MOHOCOMUH, a yTpaTta 00enx — K
Hy/utucomuu. [losiBieHre 0HOM JOTIOTHUTETbHOU
XPOMOCOMBI TIPUBOJUT K TPUCOMUH, ABYX — K Te-
TPacoMHH U T.7. YaCTHBIM C/Ty4aeM aHeyIUIOUANU
SIBJISIETCS1 TIOJIUIIJION/IWSL, TIPY KOTOPOW yBe/TMurBa-
eTCs YMC/I0 BCeX XpOMOCOM KapuoTura. Tak, mpu
TPUIIOWAWY BMECTO CTaHJAPTHOTO AUILIOWZHOTO
XpOMOCOMHOro Habopa 2n (y uesioBeka — 2n=46)
Habsozaetcst 3n xpomMocoMm (y uesioBeka — 3n=69)
WA, UHAue TOBOPSI, BBISB/ISIETCS TPUCOMHUS T10 Ka-
KoM xpomocome [1-5].

l'eHOMHBIe MyTallUH SIBJISIFOTCS TAKUM K€ ecTe-
CTBEHHBIM COOBITHEM KaK FeHHbIE U XPOMOCOMHbIE
MyTaLUu. DTO M03BOJISIET TOBOPUTH 00 UX HEOOXO0-
TUMOM YYaCTHU B TTIOCTOSTHHOW MoAu(UKaI[um Te-
HOMa OMOOTHUeCKUX BU/IOB B XOfie SBOJIOLUM.
CamM mpoliecC CTaHOB/IEHUS JAWUIUIOUJHOTO Kapyo-
THUTIA B3aMeH TafyIouAHOTO MOXKET PacCMaTpUBaTh-
Cs1 KaK KJIFOUeBOEe 3BOJTIOLIMOHHOE COOBITHE, TIOBbI-
CHUBIIIee HAJIe)KHOCTb TeHEeTHUEeCKOTO arirapara u
OTKPBIBILIEE HOBBbIE BO3MOXXHOCTU AJisT KOMOHMHa-
TUBHOW U3MEHUUBOCTH.

AnHanu3 ciyyaeB pas/MUHbIX aHeYTUIOMUN y ue-
JIOBeKa TT0Ka3bIBaeT, UTO UMC/IeHHbIe aHOMaiK Xpo-
MOCOM HMEIOT IIMPOKHI CTIeKTP (QU3MOIOrHUecKux
u Mopdosoruueckux 3h¢HeKToB — OT CaMOIPOM3-
BOJTLHOTO TIPEKPaIIeHysT Pa3BUTHsI OpraHr3Ma B Tpe-
HaTaJIbHOM TIepro/ie [0 TIPAKTHUeCKH HeMTpaIbHBIX
TIPOSIB/IEHUH B MIOCTHATa/IbHOM Tiepuoze. OOieli 3a-
KOHOMEPHOCTBIO SIB/ISIETCS] HeO/IaronpusiTHbIN Tpo-
THO3 >KU3HHU U 3[]0POBBIO TIPH UHCIeHHBIX aHOMaII-
SIX ayTOCOM Y OTHOCHUTE/TbHO MSTKVe WIA KOPPUTH-
pyeMble MeJIMHCKIMH CPeICTBAMH aHOMaJT|HY TTPH
AHEeYTUTOUIUSIX TIO/IOBBIX XpoMocoM [6-30]. B man-
HOU j1eKuuu OyfyT pacCMOTpeHbI MeXaHU3MbI (hop-
MHPOBAaHUS UMC/IOBBIX aHOMasIMi KapyoTUIIa uesio-
BeKa, X pa3Ho00pasue, B/MSIHUE Ha 30POBbEe U BO3-
MOXXHOCTY LIUTOT€HeTUYeCKOTO aHa/li3a TPy HUCCITe-
JTOBAHNY TaKWUX TEHOMHBIX MyTal[Vi.

MexaHu3M ()OPMHUPOBaHUS TéHOMHBIX MyTa-
11207

Kak ObUIO OTMeueHO B TpefbIAYIIel TeKLHH,
nnsi GOpPMHUPOBAHUST XPOMOCOMHBIX MYyTalli He-
00X0/IUM pa3pbIB XpOMOCOM(bI) C MOCTeAYIOLUM
BOCCOe/TUHEHHEM UX CBOOO/HBIX KOHIIOB. [I/1s1 reH-
HBIX MyTallUli TakKe XapakTepHO U3MeHeHue XU-
MUUEeCKOM CTPYKTypbl HYK/I€MHOBON KHCJ/IOTHI.
OueBHZIHO, YTO BHeLIHHe (aKTOPbl, CIIOCOOHbIE
(hr3ryecku BO3eCTBOBATh Ha TIEPBUUHYHO CTPYK-
typy JHK, OyayT SBASTECS MOTEHIMaIbHBIMU MY-
TareHamH, BbI3bIBasi MyTallud [BYX IepeurciieH-
HbIX TUIOB. C 3TOI TOUKM 3peHHUs] TeHOMHbIe My-
TallMM MO’KHO pacCMaTpyBaTh Kak 000cobsieHHOe
sIBJIeHYe, TaK Kak IPH 3TOM He Hab/rozaercs Ka-
KUX-JTH00 CTPYKTYPHBIX U3MEHEeHUH B CaMHUX XpO-
MOCOMax.

Hawnbosnee yacToli MpUUMHON T€HOMHBIX MYyTa-
LMl sIB/ISieTCsl HapylleHWe Tpoljecca cerperaryu
(pacxox/ieHns1) XpOMOCOM B XO7ie K/IeTOUHOrO Jle-
JeHvs1. [laHHbIe COOBITHSI MOTYT TIPOMCXOLUTE Kak
B Melio3e, Tak U B MHUTO3e. [Ipn HapymeHnu pac-
XOXK[IEHHsI XDOMOCOM B Mei03e 00pa3yroTcst aHey-
TIJIOW/IHbIe TaMeThl, KOTOpbIe B C/Iy4yae OIJIOfl0TBO-
peHust JaloT aHeyriouJHble 3Urothl [2—4]. Takas
3UroTa INpHY AanbHeilieM ApobIeHUH TIOPOXKIAeT
reHeTHUYeCKHd aHOMasbHble OracTomepsl (T.e. BCe
Oyyliye KJIeTKU 3apO/bILeBOM JIMHUNA U COMaTH-
yeckue K1eTkH) (pucyHok 1). Opranusm, pa3BrBa-
IOIININCS U3 TaKUX KIJIETOK, OyZleT MMeTh TOJIHYIO,
WY perynsipHyo, aHeyryionanto. CUMIITOMBI XpPO-
MOCOMHON aHOManu# OyAyT BbIpaKeHbI B Hau-
6oJIbLIIel CTETIeHM.

Hapymenune cerperauii XpoMOCOM MOXKET
TIPOM30UTH ¥ Ha bosiee MO3JHUX CTAUSIX UH/UBHU-
ZlyaJbHOTO pa3BUTHSI, HaUMHasl C TIepBOro Jle/IeHust
3uroTsl. I1pu 3TOM [07151 06pa3yroIuXCsl aHeyIIo-
WJHBIX K/IeTOK MOXKET BapbHUpOBaTb, UTO OIpe/ie-
JIsieT pa3Hyo CTeleHb (PeHOTUITMUEeCKOTO ITPOosiB/Ie-
HUs Tipou3olte el mytaui [ 1, 5]. Tak, B ciryuae
HEepacxoXX/IeHUsI XpPOMOCOM B X0Jje MUTOTHUYECKOTO
ZleJIeHHst OJHOTO U3 IByX 0/1aCTOMEPOB OXKHZiaemast
[l071sl TeHeTUYeCK! HecOanaHCUPOBAHHBIX K/I€TOK
coctaBuT 50%. B ganbHeliieM 3TO COOTHOIIIeHHe
MOYKET U3MEHUTHCS B M0/1b3y HOPMaJIbHBIX K/IETOK,
€CJIM YaCTh aHeYTJIOUHBIX 6/1acTOMEepOB repecTa-
HeT QYHKLIMOHUPOBATh 1 MOTHOHeT. B 06111eM, uem
T03/lHee TPOMCXOAWUT HapylleHHe pacXOyKAeHHs,
TeM MeHblllas [J0J1s1 KIeTOK opraHusma Oyzet ropa-
)kKeHa U TeM cs1abee OyayT BBIpa)KEHBI NPOSIB/IEHUS
reHeTHYecKol aHoManny. CuuTaeTcs, UTo MpH Co-
OTHOILIEHWY HOPMA/bHBIX M aHOMAJIbHBIX KJ/IETOK
10/1 deHoTHNMMUECKME TIPU3HAKYA T€HOMHOU MyTa-
LU MOTYT OBITh Hepa3nuuuMmbl. OpraHusm, uMe-
IOIIMN K/IOHBl HOPMa/bHBIX U I'eHeTH4YeCKU aHO-
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PucyHoK 1.

HapylieHunsa pacxox-
[leHNA XPOMOCOM B
meino3e, Beaylime K
hopMUpOoBaHUIO aHe-
yNnouaHbIX Knetok [2]

Figure 1.

Nondisjunction of
chromosomes in mei-
osis, leading to the
formation of aneu-
ploid cells [2]
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HOpDMaIbHOE  HEpacXOKAEHHE Ba MOCIEeNOBaTeNbHBIX 3aBepIIeHHe
AeNeHHe HEpacXOKIEHHA obpartroit
(3ynmnonaHad KneTka) — cerperammu

MaJTbHbIX KJIETOK, Ha3bIBAaeTCsi MO3auuHbIM. Tak
Ke OyzleT Ha3bIBaThCSI U (hopMa COOTBETCTBYHOLL[EH
XPOMOCOMHOW aHOMaJT|H.

[MoMMMO yKa3aHHBIX HaApPYIIEHUH PACXOXKIe-
HUSI XPOMOCOM, Be[yIIUX K aHeyrIouAdsIM, 00-
Hapy>KeHbI U APYrHe MeXaHW3Mbl UX (HOpPMHpOBa-
HUsL. B psifie ciiyuaeB cerperatiysi UMeeT MeCTO, HO
MPOUCXOUT HECBOEBPEMEHHO W/IM HerpaBUIIbHO.
Haripumep, MHOr/Ia MPOUCXOUT TIPEXKIEBPEMEH-
HOEe pas3jie/ieHre CeCTPUHCKHUX XPOMATHJ, YK€ B
TepBOM JleJieHUU mMeiio3a. C Apyroil CTOPOHbI, He-
CKOJIBKO TOC/IeZI0BaTeTbHBIX OLIMOOK CerperaLyu
MOT'YT HHBe/IMPOBaTh B3aUMHBIH 3 deKT c BoccTa-
HOB/IeHWeM cOaslaHCHPOBAHHOTO TarIOUHOTO Ka-
pHOTHIIA B KOHEUHO# KiieTke [1-5].

Iyt 0ObsiCHeHUsT 00CY)K/IaeMbIX aHOMa/Ui He-
00XO0/IMMO 3HaTh MOJEKY/ISIDHbIA MeXaHU3M B3au-
MO/IeHICTBUSI M Pa3fie/ieHusi TOMOJIOTUUHBIX XPOMO-
COM M CeCTPUHCKUX XpOMaTH/ Tpu jesieHnd. Ha
TIPOTSDKEHWU [JTUTENIbHOTO BPEMEHU OHM CBsi3a-
Hbl Oe/IKaMU-KOre3uHamu, a Tpu (HOPMHUPOBAHUU
BepeTeHa /le/ieHusl K 1[eHTPOMEepPHON uYacTh Xpo-
MaTH[] IPUCOEAWHSIIOTCS MUKPOTPYOOUKU. [amb-
Helilllee COKpallleHHe MUKPOTPYyOOoUeK MpUBeIeT K
pa3esieHrI0 XpOMOCOM W/ XPOMaru/l, HO TOJTb-

(symnonnHas KIeTka)

KO B TOM CJlyuae, eC/y IIpX 3TOM MPOUCXOAUT CUH-
XPOHHOE pa3pyllieHre Kore3MHOBBIX 3aMKOB. Ecin
TIPOUHOCTD CBSI3U MEKAY XPOMOCOMaMHU UM XPO-
MaTujamMu rpeobiafiaeT HaJi HAMpsDKEHWeM, pas-
BHBaeMbIM MUKPOTPYOOUKamu, Hab/IrofaeTcs:  He-
pacxokJeHue 37eMeHTOB. HarmpoTus, mpy rpex-
JleBDEMEHHOM pa3pyllieHUH KOTe3MHOBBIX KOM-
TI/IEKCOB MOXKET MPOMCXO[JUTh HeCBOeBpeMeHHbIH
pacriaji XxpoMOCOM Ha XpOMaTHAbI.

W3BecTHO, UTO BEPOSTHOCTb BCEX THUIIOB Ha-
pYILLEeHHs /lefleHNs] KJIeTKH YBeJNUMBAeTCS C BO3-
pactom. ['eHeTHUeCKUii aHa/IU3 OOLIUTOB Y ’KeH-
IIUH pa3HbIX BO3PACTHBIX TPYIIN MO3BOJIM/ BbIsi-
BUTH JlefiCTBUe BCeX TepeurcieHHble MeXaHH3MOB
(hopmupoBaHus aHeyruiongui. [1pu 3ToM yactoTa
TIpe)KIeBPEMEHHOT0 pa3/ie/IeHUsT XPOMaTUJ, C BO3-
pacToM yBelMUMBAEeTCsl Hanbosee 3aMeTHO | C Ka-
KOT0-TO MOMEHTA HauMHaeT Tpeobiaath Haj He-
pacxoKieHueM XpoMOCOM M XpoMmaruz. Vccneno-
BaTe/M CKJIOHHBI TIPUITUCHIBATh 3TO MOCTeNeHHOM
yTpaToii XpOMOCOMaMu KOTe3WHOB 0e3 MX CBoe-
BpPeMeHHOI0 BOCCTaHOB/IeHus1. Kpome Toro, 1o me-
pe CTapeHwUs KJIeTKH BO3HUKAIOT OIIUOKH OopMH-
pOBaHUsI BepeTeHa /ieJieHHs], UTO MOBBIIIAeT YacTo-
Ty HEepacxo)X/leHUsI XpPOMOCOM B OOL{uTax [2].
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CuuraeTcs], UTO rpy3 reHOMHBIX MyTaLUi Y ueso-
BeKa Ha CTa/luM raMeToreHe3a ¥ paHHETo TpeHaTaslb-
HOTO pa3BuTHsi oueHb BesvK. 1o 30% 0oLUTOB U 10
2,5% criepMaro30K/|0B MOT'YT UMEThb aHeYILIOW/IHbIH
KapHOTUII BCJ/Ie[ICTBHE HapyllleHusl cerperaryiv Xpo-
MOCOM B Mpe/IIeCTBOBABILMX JefeHusx. [loms Kie-
TOK C Hec0a/laHCPOBAaHHBIM KapHOTHIIOM B PaHHEM
sMOprioreHe3e o)kuziaeMo yBeruunBaetcst [2]. Teo-
PeTHYeCKH, BepOSTHOCTH (hOPMHUPOBAHUS XPOMOCO-
MHBIX aHOMaJIMi JI0/DKHA BO3pacTarh IPOTIOPLIMO-
H/IbHO OOILIeMy KOJIMYECTBY K/IETOUYHBIX IIMKJIOB.
OpHako, Grarozapst ecTeCTBeHHOMY OTOOpY UM U30U-
paresibHOM 3/MMHUHALMY, YacTOTa aHOMa/IbHBIX Ka-
PYIOTHIIOB Y HOBOPOJK/IEHHBIX MUHHMaJIbHA.

Yepe3 Bce CTa[uy BHYTPUYTPOOHOro oTOGOpa
Jlerue MpOXOAsT SMOPUOHBI C YMCIOBBIMUA aHOMa-
JIUSIMU TI0JIOBBIX XPOMOCOM. AHOMAaJIUM YMCIIa ay-
TOCOM B KapuOTHIIe B OCHOBHOM He COBMECTHUMBI C
>KU3HBI0. OZIHOW U3 BayKHEHWIIINX 3a/lau [JUTOTeHe-
THKH YesIoBeKa SIB/ISIETCS] OTC/Ie)KMBaHUe MyTalj-
OHHBIX COOBITHI Ha Pa3HbIX CTa[UAX OHTOreHe3a
C 1]eJIbI0 YCTAHOB/IEHUsI TeHeTHUe CKUX NPUYKH Ha-
pylLeHUs pa3BUTHs UK rubesu opraHusma. [osmy-
YyeHHbIe JaHHbIe HeOOXOAMMBI JJ1s aHa/M3a 340po-
Bbsl, ONTUMU3aLMM MeJULIMHCKON ITOMOIIM Hace-
JIEHUIO, OTIPeZie/IeHus PUCKOB 37I0POBbIO U JKU3HH,
a B HEKOTOPBIX CJIyYasix — U 711 TIpeyTIpeX/ieHnsT
POXKZIEeHHsI TIOTOMCTBA C TPyObIMU M(WIIN) JIeTasTb-
HBbIMM [TOPOKaMU pa3BUTHSL.

YucoBble aHOMa/IMH T0/I0BBIX XPOMOCOM Y
yesi0BeKa

Haubosee pacnipocTpaHeHHbIe CHHPOMBI C aHO-
Ma/IMSIMM  YKCJIa TTO/IOBBIX XPOMOCOM BKJTHOUAIOT
cunzipom Knatindensrepa (47,XXY), cunzpom Tep-
Hepa (45,X), CUH/JIPOM [IUCOMHUM TI0 Y-XpOMOCOMe

b ole 0

(47,XYY) ¥ CUHIPOM TPUCOMUHM 110 X-XPOMOCOME
(47,XXX). [JaHHbIe aHOMaMK BCTPEUAIOTCS KakK B
ToHOM (hopMe, Tak ¥ B MO3aWMUHBIX BapHaHTax, B
COYeTaHMU C HOPMa/IbHbIMU KJ/IETKaMU B OTHOM Op-
raHusme. Kpome Toro, y oT/ie/IbHbIX MallieHToB Ha-
GmoziaeTcst yBemMueHue uncsia X- Ui Y-XpoMoCoM
T10 CPAaBHEHUIO C THUTIOBBIM T1aTO/IOTUe CKUM Kapro-
TurioM. CymMMapHasi TIOy/ISIIIMOHHAs YacToTa Tiepe-
YKCJIEHHBIX aHOMAJIUI COCTAB/IseT MPUOIM3UTETb-
HO 1 Ha 400 HOBOPOXK/IEHHBIX [6].

Cunzipom KnaliHdensrepa, BepOsSTHO, SBSETCS
Hauboslee PacIpOCTPaHEHHOW XPOMOCOMHOM 00-
JIe3HBIO CPeJI MY>KUMH C OLleHOYHOM yacToToit 0,1-
0,2% B 0O011Ieli OMYJISALWE 1 0KOJIO 3% Cpesy MYK-
urH ¢ 6ecrtoguem [7]. B Harbosiee TUITMUHOM CTy-
yae Kapuotun nauyenra 47,XXY (pucyHok 2). Ko-
JIMYeCTBO X-XPOMOCOM MOXKET ObITb 1 O0JIbLIIe, TIPU
3TOM TSDKECTb KJIMHUUECKUX TIPOsIBIIeHUH 0Oosie3Hn
YCUIMBAeTCs, a OTKJIOHEHUsI B CTPOEHWU T'eHUTa-
JIMA BBISIBJISIFOTCSL ZIayke B TIPEHATaIbHOM TepHojie
B xofe Y3-00cnemoBanus 1uioza. [jisi Hocutesiei
AHOMaJ/TMK XapaKTepHa o6mas peMuHu3aLms 00/m-
Ka, TUHEKOMAcTHsl, MeTaboMuecKre HapyIleHus..
[MpakTHueCcKky Bce UMEROT 1pobsieMbl ¢ 00yueHneM
Y TI0BeZIeHreM BCJIe/ICTBUE OTK/IOHEHUM B pa3BUTUN
rosioBHOTO Mo3ra [7—10]. 13-3a Hecnelidrueckoro
XapakTepa HapyIlIeHHi 6osibIlasi YacTh MaLeHTOB
0CTaeTCsi Hepacro3HaHHOM /10 ybepTaTHOro repu-
ofla WM JjaXke BO3pacTa BCTyIuleHus B Opak. Hau-
6osiee ocTpoii MPob/IEMOY TaKMX MY>KUHUH SIBJISIETCS
HapyIlleHHe Pa3BUTHSI CEMEHHUKOB U COIYTCTBYIO-
1ye 3ToMy asoocrepmusi U becriiogue. briarogapst
YCU/IUSIM COBPEMEHHOM pPernpoAyKTUBHOW MeaULIv-
HBI YaCTb MaLMeHTOB C cHHpoMoM KraliHdensre-
pa cTajia criocobHa UMeTb OTOMCTBO [7, 11].
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PUCYHOK 2.

Kapuotun u peHotun
nayueHTa ¢ CMHApO-
mom KnanHdenbrepa

Figure 2.

Karyotype and pheno-
type of a patient with
Klinefelter syndrome
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PucyHok 3.

Kapuotun n heHotun
NauyMeHTKN ¢ CUHAPO-
moMm TepHepa

Figure 3.

Karyotype and pheno-
type of a patient with
Turner syndrome
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Ecmu pononnuTensHasg X-XpoMocoMa B MyK-
CKOM KapHOTHIIe CIocobcTByeT 061iiel hemMyuHm3a-
LMY OpraHu3Ma, TO T0Tepsi OJHOH X-XPOMOCOMBI
CylleCTBEHHO HapyllaeT HOpMaJjbHOe pa3BUTHe
JKEHCKOTO OpraHusma, 0cobeHHO B YacTHU pa3BU-
THSI PENPOAYKTUBHOM CUCTeMbI, U (POPMUPYET TU-
MUYHBIA 00/MMK MarnyeHTa ¢ cuHApoMoM TepHepa
(pucyHok 3). CymMMapHas uacToTa aHOMaJ/IlH oLie-
HuBaeTcs B 1:1500-2500 y >KeHILMH, YTO COMOCTa-
BHMO C YaCTOTOH NpejblayIero cuyapoma [6, 12].

deHoTHU OONBHBIX XapaKTepU3yeTCss HHU3KUM
POCTOM, ILIMPOKOU U YIUIOLEHHOM I'PyAHOU KjeT-
KOM, XapaKTepHOW KPBUIOBHAHOW CK/IaJIKOM Ha
11ee, BBIP@KEHHBIMH JIMLIEBBIMH JUCMOP(UMHI.
AHoOManuy BHYTPEHHHX OpraHoB Gojiee BbIpaXke-
Hbl, UeM npu cuHjpoMe KnaiiHpenbsTepa: yacto
BCTPEUaloTCsl TIOPOKU Cep/leuHO-COCYAUCTON CU-
cTeMbl, rouyek. OTmeuaeTcst JUCQYHKLUSL 3HZO-
KpUHHBIX opraHoB [13]. ITopaxeHue penpopyk-
THUBHOM CHCTeMbl MMeeT pasHyl0 CTerleHb BbIpa-
JKEHHOCTH, BIUIOTh /10 (opmupoBaHusi GpubpPo3-
HOTO TsDKa BMECTO TOHaJl, MaTka OOBIYHO CHJIBHO
pezyuypoBaHa. OueBHHO, UTO BCe >KEHIL[UHbI C
cuHgpomoM TepHepa cTpajaloT ameHopeeil U nMe-
0T TiepBUYHOe Gecriozue.

KorauTrBHasi GyHKUIMS y TIAL[MEHTOK HaXO[UT-
Cs1 Ha CpeTHEM YPOBHE, C XOPOLIMMHU BepOaTbHbIMU
CrI0cOOHOCTSIMY, HO C OTCTaBaHUeM B (hOpMHpPOBa-
HUY TIPOCTPAHCTBEHHO-BH3Ya/IbHBIX HaBBIKOB, ab-
CTPaKTHBIM MBIIIJIEHHEM U CKOPOCTH BBITIOTHEHNS
nmevicteuii. OTMeuaetcss Ze@ULUT BHUMaHWS, TU-
TepakTUBHOCTE M BBICOKAsl TPEBOXKHOCTE. Bce 310
TIPEISITCTBYET JIOCTH)KEHUIO BBICOKHUX YCIIEXOB B
o0yueHHH, co3fiaeT npobsieMbl B 3MOLMOHATBHOM

cdepe, yotoxkHseT coruanuzanuro [12; 13].

CUH/ZIPOM TIOMTMCOMUH TI0 Y-XPOMOCOME, TI0 pa3-
HBIM JJAHHBIM, BCTpedaeTcsi ¢ yactortoit 1 Ha 1000-
5500 my>kumH [6, 9, 14]. AGconmtoTHOe OOMBIIMH-
CTBO BBISIB/IEHHBIX JIAL] UMEeT XPOMOCOMHbIN Habop
47,XYY c ofHol 106aBOUHON Y-XPOMOCOMOI, XOTs
BCTPEUAIOTCS TAK)KE HOCUTE/TH OOJIBILIero ux uncia,
a TakKe MAI[UEHTHI C MO3aMYHOM (hOPMOI aHEeYTIIO-
uaun. V3-3a HEYeTKOCTH KIMHUYeCKUX CUMITTOMOB
aHOMa/ MY (M BO MHOTHMX C/Iydasix MX OTCYTCTBUN)
vaeHTU(UKALMSA M yUueT HOCUTeslel MyTaluu 3a-
TpyAHUTENbHBI. Haubosiee yacThiMM MpU3HAKAMU
TIO/TMCOMUU Y SIBJISTFOTCSI BEICOKHI POCT TIAL[EHTOB,
3a/lep)KKa peueBOro M MHTeJJIeKTya/llbHOTO pa3BHU-
THsI, CJIOKHOCTUA B OOYUYEHUH, TIOBBIIIIEHHBINA PHUCK
OTKJIOHEeHU B moBefieHuu [10, 15].

BonbimHcTBO (0KOMO 85%) MY’>KUMH C Kapuo-
tirioM 47,XYY BBIABISIOTCS TeHeTMKaMM He Ha
OCHOBaHMY (PEHOTUITMUECKUX OTK/IOHEHWH, a B
CBSI3¥ C BO3HMKAIOIIEH PerpoJyKTUBHOW Mpobiie-
MoM. TTpu 3TOM CpefiHMI BO3pacT TaKUX MarfeH-
TOB COCTaBJ/IsleT OKO/IO 17 jeT. XOTs MHOTHe HO-
CHUTEJIM aHOMaJIMU CIIOCOOHBI UMeTh JleTel, PUCK
Gecruiopvsi B 3TOM rpymne B 4 pa3a MpeBbIIaeT
IOy ISIIIMOHHLIN. MHOTOUNC/IeHHBIe WCCejoBa-
HUS TIOKa3aJd, UTO MMOKa3aTe/l CriepMOTpaMMEbl Y
MY>KUUH C Z00aBOUHBIMU Y-XPOMOCOMaMH BapbU-
PYIOT OT HOPMOCIIEPMHUH []0 @300CTIEPMUH, YaCTO C
TIOBBIIIEHHBIM YPOBHEM XPOMOCOMHBIX aHOMasInit
[16, 17].

CuHApPOM TpPUCOMHUM T10 X-XpOMOCOMe, WA
TpUIUI0-X, BCTPEUAETCs C MPUOIU3UTENLHON ua-
ctoToit 1:1000 cpeau Jyiv1y >KeHCKOro Tona [6, 14].
Kak u B mpezpiayllieM ciydae, HOCHUTEJbHULIbI
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aHOMaJIMM YaCTO OCTAIOTCSl HepacTro3HaHHBIMHU Ha
MPOTSDKEHUH BCEH YKU3HH, TIOCKO/IBKY He 00/1a/ia-
10T crieLiudryeCKUMH (HeHOTHUTIYe CKUMH TTPH3Ha-
Kamu. HabGmrofeHust 3a IMHAMHUKOW paHHEro pas-
BUTHS JIeBOUYEK C KapuoTurom 47,XXX yacrto rno-
Ka3bIBalOT BBICOKHI TeMIT pocTa U (U3NUeCKOro
pa3BUTUSA. B oTAe/bHBIX C/Tyuasixk BBISB/SIOTCS JIM-
LieBble JUCMOP(UN, TUIIOTOHUS, KITMHOJAKTHIINS,
aHOMaJ/IuM ypOreHHUTanbHOU cucTeMbl. B3pocible
JKEHIIVHBI C CMHJPOMOM TPHUIUIO-X YacTO Xapak-
TepU3yHOTCs BBICOKUM POCTOM W HECKOIBKO CHHU-
JKeHHOM Maccoii Tesa. 3aMeTHBIX aHaTOMUUeCKUX
1 (U3HNOIOTUUECKUX OTK/IOHEHWM, KaK ITpPaBUIIo,
He BbIsBiisieTcs. [losoBoe pasBuTHe W JajbHel-
I1ee BOCIPOM3BOACTBO Y OOJBIIMHCTBA MPOTeKa-
10T HOpMasbHO [19].

OO1enpu3HaHHO, UTO peyeBoe U oOIlee WH-
Tes/IeKTya/JbHOe pa3BUTHe TMalMeHTOK C T0Ju-
comueld 1o X-XpomMocoMme OOBIYHO 3ame[iieH-
Hoe. B [1eTCKOM U TIOAPOCTKOBOM BO3pacTe OHU
UMeloT JeUIUT MPOU3BONLHOTO BHUMaHUs, 60-
Jlee 3aCTEHUMBBI, CKJIOHHBI OTKAa3bIBaThCsS OT KO-
orepaiiy, Tpe/pacronoKeHbl K TPeBOXKHOCTH,
Jleripeccuy, TICUXOTHUeCKUM paccTpoiictBaMm. C
3TOT0 MOMEHTa HOCHUTE/IbHUI[BI aHOMa/id MO-
I'YT HauaTh UCIBITHIBATh TPYAHOCTU C O0yueHU-
eM, KOMMYyHUKalel U coluanusauyei. Y MHO-
TUX BBISBJISIFOTCS MPOGJIEMBbI C MPOCTPAHCTBEH-
HO KOOp/IMHAaLMel, HeYK/II0)KeCTh B IB)KEHHUSX,
YTO JJI MHOTUX CTQHOBUTCS TIPEMSITCTBUEM [I/Ist
aKTUBHOTO Y4YaCTUsI B TBOPUECKON U CIIOPTUBHOU
nestenbHocTH [10, 18].

TakuM 00pa3oM, W3MeHeHHe Uuhc/ia TOOBBIX
XPOMOCOM B KapuOTHUIle 0OBIYHO He COTIPOBOX/ia-
eTCsl TsKe/IbIMU H(WTH) HeCOBMECTUMBIMU C JKU3-
HBIO TIOPOKAMU Pa3BUTHS, XOTS Takue aHeyTlIou-
VU HEPeIKO PEervuCTPUPYIOTCS TPU LIUTOTeHeTH-
YeCKOM UCCJIeJOBAaHWN MaTepHasia OT CTIOHTAaHHBIX
aboptycoB. B psfe cyyaeB HOCUTET aHOMAJTHMA
(heHOTUTIMYeCKM HEOTJIMUMMBI OT TIPOYUX UHUBU-
nyymoB. Hanbosee yHUBepCaIbHBIMU OTKJIOHEHH-
SIMU SIBJISIFOTCS 33/]ePyKKa TICXOMOTOPHOTO Pa3BU-
TUSI, KOTHUTHBHBIE HapYIIIeHWs TOM WM UHOM CTe-
TIeHW, YMCTBEeHHas OTCTaIOCTh, IeBUAHTHOE TI0Be-
JeHue W Tp. MoryT oOHapy>KUBaTbCsl aHOMAJIMH
Cep/ieuHO-COCYMCTON CUCTeMBI, 3JH/JOKPUHHbBIE
HapyuieHus. OHAKO OCHOBHBIM IT0BOJIOM 00Opa-
LIeHUs] K Bpauy-TeHeTUKY Y TaKuX JIUL| SIB/ISIOTCS
penpoAyKTUBHbIE HAaPYILIEeHUS.

AyToCcoMHBIe aHeYIVIOWANHU — yIrpo3a KU3HU
H 3[0POBBI0 Ue/I0BeKa

B oTmune oT mpepiAyleld TPyTITbl XpPOMO-
COMHBIX aHOMaJ/WH, aHeYIJIOU/IUK ayTOCOM SIBJIsI-

I0TCSI OCTPOM MEJMLIMHCKON Mpo06/eMor, Tak Kak
COTIPOBOJK/IAIOTCST  TsDKebIMKA TIOPOKaMH  pa3BU-
THS ¥ CHWKEHUEM >XHU3HeCroCOOHOCTH HOCHTe-
neii. BONBIIMHCTBO MOJOOHBIX aHOMAJIM TMPUBO-
[JUT K paHHeMy TpeKpallieHHIo pa3BUTHs OepeMeH-
HOCTHU ¥ CTIOHTaHHOMY abopTy B repuog, o 7-9-i
Henesiu 6epemenHocTu [19, 20]. Y3 Bcex BO3MOXK-
HBIX UYHCJIOBBIX aHOMajaud ayToCOM Yy HOBOPO-
JK[,eHHBIX PerMCTPUPYIOTCS TOJIBKO TPUCOMHUU TIO
13, 18, 21 u 22 xpomocomam. VimeroTcst eiMHUY-
Hble COOOIeHNs O POXK/|EHUU JieTeld C MO/IUIIION-
nusMd. Bo Bcex ciyuvasix (UKCHPYRHOTCSI MHOTO-
YKC/IeHHbIe TIOPOKU Pa3BUTHS Pa3/IMYHBIX CUCTEM
OpraHoB, 0OBLIYHO HECOBMECTHUMEIE C Ja/TbHeUIIINUM
pasBuTHeM Iuiofa. Tak, MeiaHa MPOZO/DKUTEb-
HOCTU >KU3HU HOBOPOXK/EHHBIX C KapHUOTHUIIOM
47, XX,+22 umn 47,XY,+22 cocTaBasieT aulib 4
nHsa [21]. BHUMaHUe MeJUIIMHCKHUX T'eHeTUKOB B
OCHOBHOM COCpe/IOTOUEHO Ha TPUCOMUSX Mo 13,
18 1 21 xpomMocoMaM, COBMeCTUMBIX C JKU3HBIO.

Tpucomus mo 21 xpomocoMe, BbI3bIBArOLlast B
TIOCTHAaTa/IbLHOM Neprojie CUHAPOM [layHa, siB/sieT-
cs1 HauboJslee YaCTOM UMCIOBOM aHOMasUel ayTo-
COM y HOBOPOXK/|eHHbIX 060UX 1ooB. ITonynsanu-
OHHas yacToTa MyTaLuu cocrtassieT okoso 1:800.
ITo coBpeMeHHBIM faHHBIM, 96% CilyyaeB CBsi3a-
HBI C TIOJTHOM WM Pery/sipHOi (popmMoit TprcoMun
(pucyHok 4); 3—4% nanueHTOB SBJISIOTCS HOCH-
Te/sIMU [lePUBaTUBHOM XPOMOCOMBI, BO3HMKIIEN
B pe3y/bTaTe poOepTCOHOBCKON TPaHC/IOKALMH C
yuactueM Xpomocombl 21; Hakonel], 1-2% 60ib-
HBIX UMEIOT MO3auuHbIi BapriaHT C KJIOHaMH HOP-
MaJ/IbHBIX ¥ aHOMaJIbHBIX KJIeTOK [22].

1711 HOBOPOXK/IEHHBIX C CUHZApPOMOM /[layHa Xa-
paKTepHbl  crielpuyeckue  MopgosoruyecKue
TIpU3HAKK: YBeJMUeHHBbIA s3bIK (MaKpOIJIOCCHs),
MOHTOJIOW/IHBIN pa3pe3 IJia3, LIMpOKasi U TUIocKast
TiepeHoCHIIa, OpOUTAIbHBIN THITEPTESIOPH3M, XOPO-
110 3aMeTHbIe IIeliHble (BOPOTHUKOBBIE) CKIaZKU U
ap. TIpy 3TOM y GOJBILIMHCTBA [leTell OTMEUArTCst
MHOTOUMC/IeHHble BPOXK/leHHble TTOPOKW Pa3sBUTHS,
KOTOpble TPeOyIOT HeMeZJIeHHOTO MeIULIMHCKOro
BMelllaTe/IbCTBa. JTO, IPEXK/e BCero, MOPOKU Cepl-
1la ¥ KPyMNHBIX aprepuil. HejocTaTouHOCTh [ibIXa-
TeJIbHOM CUCTeMBbI BbIP&KAeTCsI B OTHOCUTETEHOM
YKOPOYEHUH JbIXaTe/IbHbIX MyTel, CTeHO3e Tpaxey,
YTO B COUETAHWU C MUKPOTHaTHel U MaKpOITIOCCH-
elf co37jaeT yC/IoBUs Zi71sl Pa3BUTHSI OOCTPYKTHUBHOM
60/1e3HU JbIXaTesIbHBIX ITyTell ¥ MOXKET BbI3BATB arl-
HO3 CHa C JIeTa/IbHBbIM UCXO0ZIoM. JIpyrum cresicTBU-
eM [IbIXaTeJIbHOM HeJJOCTaTOYHOCTH SIB/ISETCS BbI-
COKMI PUCK MH(DEKLMOHHBIX 3a00/1eBaHu Ha BCEM
TIPOTSDKEHHH >KU3HH O0JTBHBIX [22, 23].
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PUCYHOK 4.

Kapuotun n heHotun
naumeHTa ¢ CMHApO-
mMom [layHa
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Figure 4.

Karyotype and pheno-
type of a patient with
Down syndrome
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HUTEeTa, Kak MMPaBW/IO0, CHKeHa [22].

Bce 6e3 MCK/IIOUEHWsT HOCUTEMU Tpucomuu 21
HapylleHuss TICUXOMOTOPHOTO
Pa3BUTHS, YMCTBEHHYIO OTCTalI0CTh, KOTHUTHBHbBIE
paccrpotictBa. Kpome Toro, 60/BIIMHCTBO MAl[eH-
TOB UCTLITBIBAFOT IPOB/IEMBI CO C/TYXOM U 3DEHHEM.
Bce 310 00bsiCHSIET 6€3PEe3Y/IETaTHOCTb O0yUeHus B
OOJIBIIMHCTBE CTyuaeB, TPYAHOCTH C COLMAIM3aLi-
eli, HeCrIoCOOHOCTb K CaMOo00CTy)KUBaHUIO. Bosb-
LLIMHCTBO Tal[MeHTOB, JA0KUBILIKX [0 40 /1eT, UMeroT
TUCTOMATO/IOTMUeCKUe TIPU3HAKU 00/e3HU AJbII-
reiiMepa 1 OBICTPO MPOTPECCUPYIOLIYIO A€MEHLHIO.
XoTsl ycnexy COBpeMeHHOM MeZIMIMHBI TOMOraroT
YCTPaHUTh WM KOMIIEHCUPOBaTh MHOTHeE TOPOKH
pa3BuTHs y OOMBHBIX CHHpPOMOM [layHa, Mpofo-
JKUTeNIbHOCTh KU3HHU B 3TOU TPYIINe B CpeJHEM Ha
18 net MeHbILe, ueM B o01eit nomyssicun [23]. TIpu
9TOM MOpa’KeHHBbIe JIMLIA Ha IPOTSDKEeHUU BCeU JKU3-
HU HY>K/IQtOTCS B OTleKe CO CTOPOHbI POJHBIX H(WN)

JleMOHCTPUPYIOT

COLIMA/IbHBIX C]Iy7K6.

TMALMeHTOB HCITBITHIBAIOT
npo6JieMbl C 3HAOKPUHHOM CHUCTEMOM, B 4aCTHO-
CTH — CHWKeHre (DYHKIW I{UTOBUHOU >KeJe3bl.
JTO 0TYACTU MOXKeT OOBSICHUTH CKJIOHHOCTb Tia-
LJUEHTOB K O)KHMPEHHIO, a TaKKe HapylleHue ICH-
XOMOTOPHOTO M HHTE/UIEKTYa/JbHOTO Pa3BUTHSL.
C [pyroii CTOPOHBI, UaCTBIMH SIBJISTFOTCSL Ay TOMM-
MYHHBIE COCTOSIHUSI, BK/ItOUasi 60se3Hb Xalmo-
TO, iMabeT 1 THMa, OBeHWIBHBINA UIUOMaTHUe CKUH
apTpuT U Ap. Y TarueHToB C cMHApoMoM [layHa
YacTo BCTPeuaeTCsl HapyllleHHe TeMoIlo3d3a: TpaH-
3UTOpHBIE MMUeJONpordepaTiBHbIe PacCTPOK-
CTBa B MJIaJieHUeCTBe U >Kejie30feULIMTHas aHe-
MUsI B IeTCKOM Bo3pacTte. OTMedaeTcst TIOBBIILIEH-
Hast 3a00/1eBaeMoCTh JielikeMued. DYHKIWS UMMY-

[IporHo3 XW3HKW U 370pPOBbs y TIALIMEHTOB C
cuHapoMoM  OpBapzaca (kapuortum  46,XX,+18
wm 46,XY,+18) u cungpomom Ilartay (kaproTHrl
46,XX,+13 umm 46,XY,+13) necCUMUCTUUHBIN (PU-
CYHOK 5). HoBOpOJKieHHbIe C CUHZPOMOM J/Bap/-
ca B OCHOBHOM TIOTHOAIOT B TeUeHHe TePBbIX [IBYX
HeJieslb )KU3HU, U Jivlib 8—10% MiiazieHLeB [10XKU-
BalOT 10 KOHLIA 1TePBOTO0 rofia >ku3nu [24]. [Tpogon-
JKUTETLHOCTB JKU3HU TIAL{eHTOB C CUHZApoMoM [la-
Tay coctapnsieT 7-10 axelt, 90% HOBOPOXAEHHBIX
yMHpaeT B TeueHHe TiepBoro roga [25]. Bcrpeuae-
MOCTB /IByX TPUCOMH# Cpe/ii HOBOPO)K/I€HHBIX OKO-
Jio 1/8000 1 menee 1/12000 cootBeTcTBeHHO. [Ipn
3TOM YaCTOTa aHOMaJ/IMM B PaHHEM IpeHaTabHOM
Tieprio/ie 3HaUMTeTBHO BhIile. Ee fanpHeliee cHU-
JKeHHe TIPOMCXOJUT BC/Ie/ICTBHE eCTeCTBeHHOH T'v-
6esu SMOPHOHOB M CaMOTIPOM3BOJIBHOTO BBIKW/IbI-
1I1a B paHHUE CPOKU OepeMeHHOCTH, a TakKKe B pe-
3y/ibTaTe MEeJULIMHCKUX ab0pPTOB, MPOBOJUMBIX IO
pe3y/bTaram IpeHaTaTbHON reHeTHUe CKOU AUarHo-
CTHKH COCTOSIHUSA TUTofa [26].

B 006oux ciyuasix y HOBOPOXKZE€HHBIX Habmo-
JlatoTCs 3a/iepkKKa pocTa U pa3BUTHS, TUIIOTOHUS,
MHOTOUHC/IEHHbIe aHOMa/Md U TOPOKU OpPraHoB.
Haubonee yHuBepcanbHbIMUA — (DEHOTUITHUECKU-
MH{ MapKepaMH I1aTOJIOTHH SIBJISTFOTCSI MUKPOTHa-
THsI, OpOWTa/NbHBIA T'MIEPTeNOpU3M, CTpabu3M,
SMMKaHT, HU3KO PacIioio’KeHHble W /1e(hOpPMHUPO-
BaHHbIe yIIIHble PAKOBUHBI, KOPOTKas 1ies], 3amMeT-
Hble I11eliHble CKIaAKH, (rekcopHas Aedopmarius
TnasnbleB U gp. YacTo BBISBIAIOTCS TIOPOKU CepALa,
TaxoBast ¥ TyTIOYHAst TPBDKU. Y MUIaZIeHLIeB MY’K-
CKOT0 T071a 00BIYHO HABJTFOAeTC sl KPUITOPXU3M.

Bmecre ¢ TeM ecTh U crielduyeckre pu3Ha-
KU, TIO3BOJISIOLIME pa3/UUUTh [Be aHEYIUIOMAWU
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[I0 TIpOBe/leHUs MOJTBEeP)K/JAl0IIero LIUTOreHeTH-
YeCKOro HWcciiefioBaHus. s HocuTtenedl Tpuco-
MuM 18 Gosiee XxapakTepeH BhITSHYThIN uepert, yKo-
pOYeHHasi TPYJWHA, «CTOMa-Kadajka» C BBICTYTIa-
Iolel MATOUHOM KOCThi0. ITpy Tpucomuu 13 varie
HabsroiaeTcst MUKpoliedanusi, rosonpo3sHieda-
Vs, aHOManuu r71a3 (MUKpodTanbmus, Komobo-
Ma), pacire/iMHa Heba, MoMUAAKTHITHSL.

OCHOBHBIMU YTPO3aMH JKU3HH /IS TTALIMEHTOB C
ayTOCOMHBIMH TPHUCOMUSIMHE SIBJISTFOTCS BDOYK/IeHHBIE
TIOPOKM Cep/iLia, AbIXaTe/IbHasi HeI0CTaTOUHOCTS, [10-
paKeHHe I'OJIOBHOTO U CMIMHHOTO Mo3ra. MHorue na-
LIMEeHTbI HY)KJAIOTCSI B XUPYPrUYeCKUX Orlepaliysax
TI0 TIOBO/IY aTpe3ny MUILeBoJA U IPYTUX aHOMasHi
TIHLL[eBapUTEe/TIFHON CHCTeMbl. MHOTO/IeTHUN aHa/Ii3
BBDKMBAaEMOCTU HOCHTeJIel TIO/THBIX TPUCOMUM TIO
13 u 18 xpomocoMaM MOKa3bIBaeT, YT, HECMOTPST Ha
OYeBH/IHBIN TIPOrPecC peaHUMaToJIOTHH U KCTPeH-
HOU XHPYPrUM HOBOPOX/|EHHBIX, M0SIB/IEHHE COBpe-
MEeHHBIX TIPOTOKOJIOB yXO7ia 3 TsDKEJIbIMU OOJTbHBI-
MH ¥ COOTBETCTBYIOIIIETO OTIbITa, OKHJaemasi Mpo-
[IOJDKUTEJIbHOCTh JKU3HU OOJBIIMHCTBA OOJ/TBHBIX
naHHoW Tpyriibl (6osee 90%) Mo-TipeXkHeMy e/iBa
ripeBbItaet 1 rox [26, 27].

B cB3u c 3TMM B OOJIBIIMHCTBE Pa3BUTHIX
CTpaH 3amyleHbl MporpamMMbl IO TpeHaTaabHo-
My CKPHHUHTY ayTOCOMHBIX TPUCOMHU U APYTHUX
aHOMaJIUH TII0fIa Pa3/IMUHOTO reHe3a C Lebl0 WX
paHHero BbISB/IEHUs W TIpeKpaleHnst OepeMeHHO-
cTy. JlaHHBIA TIOZXOZ TO3BOJISIET COXPAHUTH CO-
LMa/JbHOe W TICUXOJIOTHYecKoe Osarornosnyuve B
CeMbsIX, IJle MOIJIU Obl POJUTHCS IETH C TSDKEJIbI-
MU HU(WIM) HEU3/IeUUMBIMHU TTOPOKaMU Pa3BUTHS.
IIpu 3TOM TaK)Ke CYIIeCTBEHHO CHIKAeTCs reHe-
THUECKUH TPY3 B TIOMY/ISILIMH, YMeHbIIIaeTCsT MaTe-
pHanbHO-TeXHUUEeCKasi Harpy3Ka Ha CUCTeMY 37ipa-
BOOXpaHEeHUs 1 00I[eCTBO B 1jesioM [28, 29]. OmbIT

Y 15 20 21 22

TIpOBe/leHUs] CKPUHUHTA T0Ka3bIBaeT COBIa/leHUe
WHTepecoB TOCYJAapCTBEHHOW CUCTEeMBI 37JpaBOOX-
paHeHMs1 U yuaCTHHII, Tak Kak Oosiee 85% Oepe-
MeHHBIX >KeHII[H IPUHUMAOT pellieHre O IpeKpa-
IIeHUH OepPeMEeHHOCTH TPY BBISBIEHUH XPOMOCO-
MHBIX aHOMa/uH y tioga [30].

I'eHoMHBIe MyTanuu ¥ npo0sieMa HeBbIHA-
IMBaHUsA GepeMeHHOCTH

ToBOpst 0 TeHOMHBIX MYyTalUsIX y UesioBeKa,
HeJTb3s1 000WTH CTOPOHOM BOIIPOC YKEHCKOM Perpo-
JOyKyu. [1eso B TOM, UTO XpPOMOCOMHbBIE aHOMaIvH,
TI0-BUAMIMOMY, SIB/ISIFOTCSI  OCHOBHOM  TTPUYHHOM
CTIOHTAHHOTO TIPepbIBaHUsSI OEpeMEHHOCTH Y JKeH-
LL[UH B CPOKe /10 7—8 Heies1b. MHOrourc/IeHHbIe UC-
CJIe[IOBaHUSI TIOKA3bIBAIOT, UTO O0JIee UeTBEPTH BCEX
OepeMeHHOCTel He 3aBepIlaloTCs [eTOPOXKIEHU-
€M TI0 pa3HbIM nprurHaM. OCHOBHBIE TIOTEPH M-
OPHMOHOB TPOWCXOZSAT B paHHWE CPOKH. IIpu 3TOM
1o 70% o0Opa3LoB CIOHTaHHBIX abOpPTYCOB HECyT
XPOMOCOMHbIe aHOMa/IMi. OueBUIHO, TO SIB/ISIET-
Cs1 C/IeACTBUEM MHTE@HCHBHOTO MYTaI[IOHHOTO TIPO-
1ecca y 4esioBeKka Kak OMO/IOrMUeckoro BHfa Ha
JJAHHOM STarle OHTOreHe3a. HeynauHble reHeTHue-
CKMe KOMOWHALIMK STUMUHHUPYIOTCS €CTECTBEHHBIM
0bpasoM 3a10/ro [10 poxkaenHus [19, 20].

[lutoreHeTHYeCKOEe HCC/IeA0BaHUEe abOPTHO-
ro Marepuasia IMpe/CcTaB/sieT OOJbILON MpaKTHye-
CKM{ M HayuHbIi MHTepecC. BblsiB/ieHNe CTPYKTyp-
HBIX XPOMOCOMHBIX aHOMa/IUH y TI0Zia /JaeT TOBOJ
JJIsl TIPOBEJIEHUsT LJUTOreHeTUUECKoro obcreosa-
HUS POJIUTeel C 11e/bl0 YCTaHOB/IEHHUST BO3MOYKHO-
TO HOCUTeJISl B CeMbe U aHaji3a MeJULIMHCKUX pU-
CKOB /17151 TOC/IE/IYIOIINX OepeMeHHOCTel. B ciyuae
BBISIBJIEHUS] UMCJIOBBIX aHOMa/Mi KapHUOTHIIA TIPO-
THO3 IS TIOC/IeYIOIIMX GepeMeHHOCTeH 0OBIUHO
ONTUMMCTAYHBIN, TaK KakK TaKWe MyTallid CUWTa-
I0TCSl CIIOHTaHHBIM COOBITHEM U, BEpOsiITHEe BCe-

(

PucyHok 5.

Kapuotunbl ¢ Tpuco-
mueii no 13 (cnesa) n
18 (cnpaBa) xpomo-
comam

Figure 5.

Karyotypes with triso-
mies on 13 (left) and
18 (right) chromo-
somes
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Ta6nuuya 1.

YacToTa pasnuuHbIx
XPOMOCOMHbIX aHOMA-
nUK NpU HepasBuBa-
oleics 6epeMeHHo-
ctu [19]

Table 1.

Frequency of various
chromosomal abnor-
malities in non-devel-
oping pregnancy [19]

r0, He CBSI3aHbl C KAKUMU-TMO0 (YHKIIMOHATBbHbI-
MU PeMpO/[yKTUBHBIMY HapPYIIIEHUSIMU Y CYTIPYTOB.

C dyHaamMeHTaTBHON OHUOIOTMUECKON TOUKHU 3pe-
HUS1 KCC/IEI0BAHKE XPOMOCOMHBIX aHOMaJTHiA B abopT-
HOM Mareprasie MUHTEPeCHO, TaK Kak T03BOJIsIeT pac-
KPBITb 0COOEHHOCTH (hyHKIMIOHUPOBAHMSI KAPUOTHIIA
Ha pasHbIX 3Tarax OHTOreHe3a uesioBeka. Obpaijaet
Ha ce0si BHUMAHUE IIIMPOKHUN CIEeKTP XPOMOCOMHBIX
Y TeHOMHBIX MyTal[WH, PUBOJSIIMX K BHYTPHYTPOO-
HOM THOem smOproHa (Tabmupa 1). DakTHUecku,
/mobast TPUCOMHST MOXKET OKa3aThbCsl JIeTaIbHOM B Te-
yeHHe GepeMeHHOCTH. JTO KacaeTcsl Kak aHeyruio-
WIUH TI0 TIOIOBBIM XPOMOCOMaM, TaK U ayTOCOMaM.
ManbHetiiiee pa3BuTHe SMOPHOHA 3aBUCUT OT COUe-
TaHWsSI PA3/IMUHBIX SHJOT€HHBIX U IK30TEHHBIX (haK-
TOpoB. O[HAKO HEIPEMEHHOEe YC/IOBHE — COXPAHEHHe
[IICOMMH TIO BCEM XPOMOCOMaM 3a UCKJTFOUeHHEeM T10-
JIOBBIX, a TaKkke XxpoMocom 13, 18, 21 u 22.

Bmecte ¢ TeM, MOJHOE OTCYTCTBUE B U3yueH-
HOM MaTtepurajie MOHOCOMHUH 0 ayTOCOMaM MOXKET
CBU/IETE/IbCTBOBATh O HA/IMUUK BHYTPUYTPOOHOM
rubesi SMOPHOHOB Ha elrje 60jiee paHHUX CTa/ju-
SIX Pa3BUTHSL, UTO C TPY/JOM TIO/IA€TCS YUeTY U LU~
TOTeHeTUUeCKoMy ucciefoBanuo. Cpeay sMOpu-
OHOB, TIPEO/IOJIEBIIMX 3TOT 3Tar 0TOOpa, 0CTAeTCst

Tun aHomanuun

MUHHUMa/IbHOE KOJIMUeCTBO HOCHTe/el XPOMOCOM-
HBIX aHOMaJTM HeCOBMECTUMBIX C JKHU3HBIO.

17151 TOro uT0OBI OOBSICHUTD CTO/Tb 3HAUNTE/THHBIM
BKJIaJl XPOMOCOMHBIX HapyllleHUl B TpeKpailjeHre
Ppa3BUTHsI SMOPHOHA, HEOOXOIMMO TIPHHSITH BO BHU-
MaHMe CPOK 3aMupaHusi bepeMeHHOCTH. 1o HarMmM
JIAHHBIM, Cpe[HsIs BeJIMUMHA 3TOTO TIOKa3aTess COo-
crap/sieT 6,6 Hezlerb MpY MpeJe/bHbIX 3HAYeHUsIX 4
- 13 Hegens [19]. 3TOT Meprof, COBMaziaeT Co BpeMe-
HeM paHHero (aKTMBHOIO) opraHoreHesa. I[Tpoucxo-
[T 3aKJlaJjka OCEeBOTO KOMIUIeKca (XOp/ia, HepBHast
TpyOKa, COMUTHI), BbiZiesieHre 1 (hOpMHUPOBaHUE 3a-
YaTKOB TIPAKTUUYECKH BCEX OPraHOB U cUCTeM, (op-
MHpOBaHHUe /1e(MHUTHBHOW TIIalieHThl. OueBHIHO,
HapylleHre 4YeTKOW paboThl HaC/IeACTBEHHOTO arl-
rapara u3-3a XpOMOCOMHBIX aHOMa/Ii B 3TOU Tiepu-
0/l MOXKET TIOCJTY’KUTh [IOCTaTOUHOW MPUYMHOM /ISt
TIpeKpalLeHust Ja/IbHeHIIero pa3BUTHsl SMOpPHUOHa.

B 3akroueHvie /IaHHOMW JIeKIWU CJIeyeT OTMe-
TUTB, UTO [IUTOTEHETUUECKOe VCC/IeJOBAHIEe OCTaeT-
CST «30JI0TBIM CTaHJAPTOM» U3yUeHHUsT XPOMOCOM de-
JIOBeKa B HOPMe Y TIPU Natoorusx. OCHOBHBIMH I10-
KasaHUsSMU /I71s1 TIPOBe/IeHUs TaKoro aHa/iu3a sBlisi-
FOTCsI TIOPOKU Pa3BUTHS B TIOCTHATA/ILHOM TIEpHOJie,
HapylIlleHe PeueBOro U MCHUXOMOTOPHOTO Pa3BUTHUS

YacToTa cpeau BCex aHoManuii

Anomaly type Frequency among all anomalies
n (%)
MpocCTble aHeynnonanm, B Tu.: 24 (68,6)
simple aneuploidies, including:
47 XX,+16 1 47,XY,+16 6 (171)
45X 3(8,6)
47 XXY 2(57)
47 XX, +2 W 47,XY,+2 2(5,7)
47 XX,+8 2(57)
47 XX,+13 2(57)
47 XX,*+3 1(2,9)
47 XX, +6 1(2,9)
47 XX+ 1(2,9)
47 XX,+15 1(2,9)
47, XY,+18 1(2,9)
47 XY +21 1(2,9)
47 XY,+22 1(2,9)
[BOIHbIE aHeYNNONUANN, B Tu.: 3(8,6)
double aneuploidies, including:
48 XX,+16,+18 1(2,9)
48,XY,+16,+20 1(2,9)
48 XY,+16,+21 1(2,9)
NONUNNIOUANN, B TY.: 6 (177)
polyploidies, including:
69, XXX 1 69,XXY 5 (14,3)
92,XXYY 1(2,9)
XPOMOCOMHbIe abeppauum, B Tu.: 2(5,7)
chromosome aberrations, including:
mos47,XY+mar[9]/46,XY[11] 1(2,9)
46,XY,der(14)t(14;15)(p11;922), mat 1(2,9)
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y Jeteli, 6ecruioaue y B3pocibix. CoueTaHue Kiiac-
CHYeCKOTO IIUTOTeHeTUUeCKOTO aHa/Ti3a C COBPeMeH-
HBIMM MeTO7laMH TIPeHaTabHOW JMarHOCTUKU TIO-
3BOJISIET U3YUUTh KAPUOTHIT ZIa’Ke BO BHYTPUYTPOO-
HOM TIeprozie OHToreHe3a. JTO HMCC/e/I0BaHUe SIBTIsI-
eTCs K/TFOUeBbIM 3TarioM IpeHaTabHOro CKpUHUHTA,

HAIpaB/IeHHOT0 Ha BBIIBIEHUE TSDKEBIX MOPOKOB
pasBuTHsI SMOPHOHA U TIofa. Takum obpa3om, Ly-
TOTeHeTHUeCKU aHa/IN3 U COMYTCTBYIOIINe Me/y-
LMHCKKE TEXHOJIOTHH JIA0T YHUKATBHYIO BO3MOX-
HOCTB U3yUeHHsI TeHeTHUeCKOTO 3[,0POBbsI He TOJIbKO
HBIHELIIHEr0, HO U IPSLYILEr0 TIOKOIEHHSL.
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