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O6m1as napopmarus:

K XpoMOocomMHBIM OTHOCSTCS 0OJIe3HH, OOYCIOBJIEHHbIE T'€HOMHBIMH
MyTallMsIMU WM CTPYKTYPHBIMM  U3MEHEHUSIMU  OTAEIBHBIX  XPOMOCOM.
XpOMOCOMHBIE 00JIE3HH BO3HUKAIOT B PE3yJIbTaTe MyTal[Mid B IMOJOBBIX KJIETKaX
OJIHOTO U3 poauTeneil. M3 mokosieHus B MOKoJIeHHE nepeaatorcst He oonee 3—5 % u3
HUX. XpOMOCOMHBIMU HapyuIeHUsIMU 00ycioBlIeHO puMepHO 50 % CIOHTaHHBIX
aboptoB U 7 % Bcex MepPTBOPOXKACHHUI. XpOMOCOMHBIE adeppaly U U3MEHEHHUS
KOJIMYECTBA XPOMOCOM, KaK W TE€HHbIE MYTallMM, MOTYT BO3HHMKAaTh Ha Pa3HbIX
JTamax pa3BUTHs OpraHu3Mma. Eciv OHM BO3HUKAIOT B TaMeTaxX pPOJUTENEH, TO
aHoMmasiig OyJeT HaOMoAaTbhcsi BO BCEX KIIETKAaX pa3BUBAIOLIEIOCS OpraHu3Ma
(monublii mMyTanT). Ecnam aHomanus BO3HMKaeT B Mpoliecce 3MOpPUOHAIBHOIO
pa3BUTHS TpU  APOOJICHUHM 3UTOTHI, KAPUOTHUIl TUIOJA OyJIeT MO3auyYHbIM.
Mo3anyHble OpraHu3Mbl MOTYT COJIEpKaTh HECKOJIbKO (2, 3, 4 1 6oJiee) KIeTOYHBIX
KJIIOHOB C pa3JIMYHBIMU KapUOTHUIAMU. OTO SIBJIEHUE MOKET COIMNPOBOXKIATHCS
MO3auIM3MOM BO BceX JIMOO B OTHENBHBIX OpraHax u cucremax. Ilpu
HE3HAYUTEIHHOM KOJMYECTBE aHOMAIbHBIX KJIETOK (PEHOTHUITUYECKUE MPOSBICHUS
MOTYT HE OOHapYXMBAThCS. OITHOJIOTMYECKUMHU (PaKTOpaMu XPOMOCOMHOM
NATOJIOTUU  SIBJISIIOTCSI BCE BHJABl XPOMOCOMHBIX MYTalHUil (XpOMOCOMHBIE
abeppanuu) U HEKOTOphIE TEHOMHBIE MYyTaIluu (M3MEHEHHS 4Yucjia XpoMocoMm). Y
YeJIOBEKa BCTPEYAIOTCS TOJIBKO 3 THUMA TEHOMHBIX MYTallMid: TETpaIrsIouaus,
TPUILUIOUANS W aHeymonaus. M3 Bcex BapHaHTOB aHEYIUIOMIHWWA BCTPEYAIOTCS
TOJIBKO TPUCOMHHM [0 ayTOCOMaM, MOJUMCOMMH IO HOJIOBBIM XpoMocomaM (Tpu-,
TE€Tpau MNEHTACOMHUHU), & U3 MOHOCOMHUN — TOJBKO MOHOCOMHSI X. XPOMOCOMHBIE
00J1€3HN Y HOBOPOKICHHBIX JIETEI BCTpEYaroTCsl C 4acTOTOM nmpumepHo 2,4 cirydas
Ha 1000 poauBmIMXCs. BONBIIMHCTBO XPOMOCOMHBIX aHOMaNUW (TIOJIUILIOUIUH,
rarIouau, TPUCOMHUH 10 KPYIHBIM XpOMOCOMaM, MOHOCOMMIT) HECOBMECTHUMBI C
’KU3HBIO — YMOPUOHBI U TUIOBI HTUMUHUPYIOTCS U3 OpraHu3Ma MaTepu B OCHOBHOM
B paHHUE CpPOKH OEpeMEHHOCTH. XPOMOCOMHBIE AHOMAJUU BO3HUKAIOT U B
COMAaTHYECKHX KIJIETKaX C 4Yactoroh okojao 2 %. B Hopme Takue KIeTKu

AIUMUHUPYIOTCS UMMYHHOU CHCTEMOM, €CIU OHU MPOSIBISAIOT C€0sl 4yKEPOJHO.



OpnHako B HEKOTOPBIX ClydasX (aKTHBAIMs OHKOT'€HOB) XPOMOCOMHBIE aHOMAJIHH
MOTYT OBITh IPUYMHOM 3JI0KaYE€CTBEHHOT 0 pocTta. Hampumep, TpaHcaokanus Mexy
9-i1 m 22-ii XpoMocoMaMHU BbI3BIBAET MHENOJEHK03. [laToreHes XpoMOCOMHBIX
OonesHelt emnie He sceH. Crenuduyeckue 3PGeKThl CBSI3aHbl C U3MEHEHHEM YHCIIa
CTPYKTYPHBIX T€HOB, KOJUPYIOIMIMX CHUHTE3 crienuuruueckux OeiakoB (yBelIHUEHUE
IIPU TPUCOMHUSIX U YMEHbLIEHUE NpU MOHOcoMUsX). [Tonycnenupuueckue 3¢ pexTo
IPU XPOMOCOMHBIX 00JIE3HSIX MOTYT ObITh OOYCIIOBJIEHBI U3BMEHEHUEM UKCIIa FEHOB,
Npe/ICTaBIEHHBIX U B HOpME MHorouyucieHHbiMu konusimMu (rensl TPHK, pPHK,
TUCTOHOBBIX U PUOOCOMHBIX OenkoB M T. Mm.). Hecnemuduueckue 3¢@exTs
XpPOMOCOMHBIX ~aHOMAJHMil CBSI3BIBAIOT C COJEPKAHUEM TeTepOXpoMaTHHA,
UTPAIOIIEr0 BAXKHYIO POJIb B ACIICHUU KJIETOK, UX POCTE U APYTHX PUZUOIOTHIECKUX
nporeccax. OOmmuM a1 BceXx (QOpM  XPOMOCOMHBIX OOJie3HEH  sABIAETCS
MHOKECTBEHHOCTb MOPaXEHHs. JTO YEPEIHO-THUIIEBbIE OPAXKEHUS, BPOKICHHBIE
HOPOKH  pa3BUTHUSA CUCTEM OpPraHOB, 3aMEIJICHHbIE BHYTPUYTPOOHBIE U
IIOCTHATaJbHbIE POCT M pPa3BUTHE, OTCTABaHHE B IICUXUYECKOM pa3BUTHH,
HapyleHus (yHKIIUH HEePBHOW, UMMYHHOM M YHIOKPUHHOMN CHUCTEM.

Kraccudukanus XxpOMOCOMHBIX OOJIE3HEN:

Bce xpomocomHbIe 00JI€3HM NMPUHATO JIEIUTh Ha JABE TPYIIbI: aHOMAaJIUH
YKCJIa XPOMOCOM M HApYIIEHUSI CTPYKTYPbI XPOMOCOM.

XpPOMOCOMHBIMHM ~ NIE€PECTPOMKAMM, WM XPOMOCOMHBIMH abeppanusiMu,
Ha3bIBAIOTCS BUJIMMBIE W3MEHEHUS CTPYKTYpPhl XpOMOCOM (MHOTIa XPOMOCOMHBIE
NEePECTPONKH HAa3bIBAIOT XPOMOCOMHBIMU MYTalMsIMH). XpOMOCOMHBIE abepparuu
(B OTIIMYME OT TE€HHBIX MYTallMii) BCEr/1a YHUKAJIbHBI, HENOBTOPUMBIL. [ToaTOMY IipH
OTCYTCTBUM OJM3KOPOACTBEHHOTO CKpELIMBAaHUS XPOMOCOMHBIE aleppanuu
BCTPEYAKOTCS TOJBKO B TETEPO3UTOTHOM COCTOSIHUU: B COYETAHUU C HOPMAJIbHBIMU
XpOMOCOMaMM WIM B KOMIAyHae ¢ jApyruMmu  aOeppauusmu.  Ilpu
OJIM3KOPOACTBEHHOM CKpEIIMBaHWHM (MHOPUIMHTE) BO3MOXHO 0Opa3oBaHHE

T'OMO3HTI'OT.



Paznuuaror BHYTpHXpoMOcOMHbIE alOeppanuu ((pparMeHTannio, HEXBATKH,
OYMJIUKALMKM, WHBEPCUU, TPAHCIIO3UIMH) U MEKXPOMOCOMHBIE (TPaHCIOKALIUN).
PaccMoTpuM noapoOHee OCHOBHBIE TUIIBI XPOMOCOMHBIX abeppanuil.

@paemenmayus — TO IPOOJICHHE XPOMOCOM C OOpa30BaHHEM MHOXKECTBA
paznuuHbIX ~ (parmMeHTOB. Y  HEKOTOPBIX  OPraHU3MOB  CYIIECTBYIOT
MOJIMLIEHTPUYECKUE XPOMOCOMBI, U TIPpU (hparMEeHTauu Kaxabld U3 (parMeHTOB
nojiydaeT I[EHTPOMEpY, TOrJa OH MOXKET HOPMaJbHO PpEIUTMIUPOBATECA H
y4acTBOBAThH B JIEJICHUU KIIETKH.

Konyesvie nexeamku, uin oeguuierncu, — NOTEPU KOHIIEBBIX, TEIOMEPHBIX
Y4acCTKOB XpoMocoM. B pesynbrare, o00pa3yloTcsi JHMHEWHbIE (PpParMeHThl,
JUIICHHbIE LEHTpOMEphl (JMHEHHBIC AlEHTPUKU). AICHTPUKU HE YYacTBYIOT B
JICTICHUH KJIETKH U YTPauMBaIOTCH.

Hexeamku eHympennux yuacmkog, WIA Oeleyuu, — TOTEPU YYACTKOB
XpOMOCOM, HE€ 3aTparvBaloOlIMe TeIOMEPHL. YTpauyeHHbIE YYAaCTKH, JIMIIECHHBIC
[IEHTpOMEpP, OOBIYHO O00pa3ylOT KOJBILEBbIE AallEHTPUKH, KOTOpPHIE TaKXKe
yTpauynBaIOTCS.

Jlynauxayuu — 310 YIBOSHHUS Y4aCTKOB XpoMOocoM. B pe3ynbTaTe, BOSHUKAIOT
mamnoemMHble nocledoéamebHocmu TeHOB, HanpuMep: abcabc. Jlyriukaiuy — oquH
U3 MyTeil BOSHUKHOBEHHS HOBBIX T€HOB.

Hneepcuu — TOBOPOTHI y4acTKOB xpomocoM Ha 180°. Paznuuaror
nepuyenmpuyeckue uHeepcuu (AHBEPTUPOBAHHBIN y9aCTOK BKIIIOYAET IICHTPOMEPY)
U napayeumpuyeckue (AHBEPTHUPOBAHHBIN y4aCTOK JICKHUT B OJHOM H3 IUIeY
XpOMOCOMBI BHE LIEHTPOMEPHI). Y TeTEpO3UTOT NPHU MEPEKPECTe HOPMAJIBHBIX U
MHBEPTUPOBAHHBIX XPOMOCOM BO3HUKAIOT ALICHTPUKHU U TULIEHTPUKH; B PE3YJIbTATE
BO3HHKAIOT HEMOJHOLICHHBIE KIETKU, U MPOAYKTHI KPOCCHHIOBEPA HE MEPEXOAT B
MOCIeAYIOUINE TOKOJIEHUS (TO3TOMY HHBEPCUH 00pa3HO HA3bIBAIOT «3aMUPATEIIMH
KpoccuHrosepay). Takum 00pa3om, HHBEPCHH CIIOCOOCTBYIOT COXPAHEHUIO LIEIBIX
0JIOKOB T'€HOB — cynepzeros. Ecy MHBEpPCHUM COYETAIOTCA C AYIUIMKALUSAMU, TO

MOT'YT BO3HUKATh naiunopomul, Hapumep: abccba.



Tpancnosuyuu — 3T0 NEPEMELICHHS YYaCTKOB XPOMOCOMBI B JIpyTHUe
JIOKYCHI (TOUKH) 3TOM k€ XpOMOCOMBI. CyIIIECTBYIOT yYaCTKHA XPOMOCOM, CKIIOHHbBIE
K TpaHCIO3UIIMSAM, UX Ha3bIBAIOT «MPHITAIOMIUMU TE€HAMW», MOOWIbHBIMU
TEHETUYECKUMU DJIEMEHTaMU, WU mpaHcnozonamu. [Ipu TpaHCTO3UIUAX TEHBI,
M3MEHUBIIIHE CBOE TOJIOKEHUE, MOTYT U3MEHSITh CBOIO aKTUBHOCTH — TAKOE SIBJICHUE
Ha3bIBaeTCs 9¢hpexmom nonoxcenus. B pesynbrate 3¢ dexra MmonoKeHHus TeHb
U3MEHSIOT CBOM TE€pBOHAYaJbHbIE (PYHKIIMU, UYTO MPUBOJUT, B CYIIHOCTH, K
MOSIBJICHUIO HOBBIX T'€HOB.

Tpancnokayuu — 3TO TEpeMENIeHUs YYacTKOB XPOMOCOMBI WJIM Bcei
XpOMOCOMBI B JIPYT'YIO XpOMOCOMY. B HEKOTOPBIX ClydasiX MPOUCXOAUT MOJHOE
CIIUSTHAE TOMOJIOTUYHBIX XpOMOCOM ¢ 00pa3oBaHUEM JIBYIICHTPOMEPHBIX CTPYKTYP
— JHIEHTPUKOB. B 1pyrux ciuydasx U3 ABYX aKpPOIEHTPUUYECKUX XPOMOCOM
oOpa3zyeTcsi OJJHOLICHTPOMEPHAs IByIUIedast XpoMOcoMa. Takoe CIUSIHHE XPOMOCOM
Ha3bIBAETCSl pOOEPTCOHOBCKOM TpaHciokaiued. PoGepTcoHOBCKIE TpaHCIOKAINH
4acTO BCTPEYAIOTCS y TPHI3YHOB.

[TocnencTBus XpOMOCOMHBIX a0eppalyii y pa3HbIX OpTaHU3MOB Pa3IUYHbL. Y
OTHOCUTEIHHO HU3KOOPTaHU30BAHHBIX OpPraHW3MOB (y pacTeHUil, HACEKOMBIX,
IPBI3YHOB) XPOMOCOMHBIE MEPECTPOMKH MOTYT MPHUBOJIUTH K TOSBICHUIO HOBBIX
NPU3HAKOB, HO MOTYT U HE TPOSBIATHCA (PEHOTUIMMYECKH. Y YeloBeKa
XpOMOCOMHBIE ~ TEPECTPOWKH B  TETEPO3UTOTHOM  COCTOSSHHM  CHHXKAIOT
IJIOIOBUTOCTh, @ B TOMO3UTOTHOM — JIETAJIbHBI.

MexaHn3Mbl BO3HUKHOBEHUSI XpPOMOCOMHBIX abeppariuii:

- HEpPaBHBIA KPOCCHUHIOBEP MEXAY T'OMOJOTMYHBIMH XPOMOCOMaMH
(BO3HHMKAIOT Jeleluu U AYIUIMKAUW) W HErOMOJIOTMYHBIMM XpOMOCOMaMU
(BO3HHKAIOT TPAHCIOKAIUN);

-~ BHYTPUXPOMOCOMHBI  KPOCCHUHIOBEp (BO3HUKAIOT JACNEelUU U
WHBEPCHH );

- Pa3pbIBbI XpOMOCOM (BO3HHKAIOT pa3auyHble (parMeHThI);

-~ pPa3pbIBBl  XPOMOCOM C MOCIEAYIOUIUM COEIUHEHHEM (PparMeH-TOB

(BO3HHMKAIOT UHBEPCUU, TPAHCIIO3UIMHU, TPAHCIOKALINH );



-~ KOIMKUPOBAHKUE T€HA U MEPEHOC KOMUU B JIPYTOM y4acTOK XPOMOCOMBI
(BO3HUKAIOT TPAHCTIO3UIIUN ).

[TpyyrHBI XPOMOCOMHBIX abeppaluii U MEXaHU3Mbl UX BOBHUKHOBEHMUSL.

XpoMOCOMHBIE aleppalud MOTYT BO3HUKATh B JUIMTEIBHO XPAHSIIUXCS
CEMEHAaX WJIU B TKAHEBO-KJIETOUHBIX KYJIbTypaX CIOHTAHHO, 0€3 BUIUMBIX ITPUYHH.
[TosiBIIeHHIO XPOMOCOMHBIX a0epparuii CrocOOCTBYIOT pa3fiMYHbIE XUMHUYECKHE
BEI[ECTBA, KOTOPbIE HE SBISIOTCS MyTareHaMH, HO HapylialoT HOPMAaJbHYIO
KU3BHEICATEIbHOCTD KJIETOK (MOHBI TSKETBIX METAIIJIOB, albJACTH/Ibl, OKUCITUTEIU U
ap.). XpoMOCOMHbBIE abeppaliii YacTO BOSHUKAIOT MpU 00JydeHUH KIIeTOK. B aTom
Cllyyae BO3HMKAIOT KaK OJMHOYHBIC Pa3phIBBI XPOMOCOM, TaK M JBOWHBIC (WM
MHOECTBEHHBIC). OJIMHOYHBIC Pa3phIBBI BEAYT K MOSBJICHUIO KOHIIEBBIX HEXBATOK,
JIBOMHBIE (MHOYXECTBEHHBIC) Pa3pbIBBl — K MOSBJICHUIO BCEX OCTAJIbHBIX THIIOB
abeppanuii. Ilpu pa3peiBax Ha MNPECUHTETHYECKONW CTaAUU HM3MEHSETCS BCS
XpOMOCOMa, U HaOMIOAAIOTCS JBOMHBIE aleppauuu; TpU  pa3pbiBax Ha
MOCTCUHTETUYECKON CTaJIMM U3MEHSETCS TOJBKO OJIHA XPOMAaTH/1a, U HAOJII01at0TCs
OJIMHOYHBIE abepparuu.

AHOMaJINM ayTOCOM

Monocomus 1o JIF0OOM M3 ayTOCOM OOBIYHO IPHUBOJHUT K BHYTPUYTPOOHOM
rudenu mioga. MoOHOCOMHUS — caMbIii YacThIi BapHaHT XPOMOCOMHOW aHOMAaJIuu
pU CaMOIPOU3BOJIBHBIX aboprTax. TpucomMum mo ayrocomam XapaKTepU3YIOTCA
MEHBUIEH JIETAIBHOCTHIO, HO BBI3BIBAIOT TSDKEJIEUIINE NMOPOKU PA3BUTHUA y JETEH,
POJIUBIINXCS )KUBBIMH. Y OOJBHBIX C MO3aWIIM3MOM KIMHUYECKas KapTUHA MEHEe
BBIP2)KEHA, a BBDKMBAEMOCTH BBINIE, 4YeM MpH ToJdHON ¢dopme Tpucomuu. C
noMOoIIbI0 MU} GEepeHITNATBHOTO OKPAIIMBAHUS XPOMOCOM OBUIO YCTAHOBIIEHO, UYTO
YUCJICHHBIE U3MEHEHHS B CUCTEME ayTOCOM YacTO COMPOBOKIAIOTCA HEOOIbIIUMU
aenenusaMu U AymiaukanusMu. Eciu y npoOanHga oOHapyKEeHbl YHCICHHBIE WU
CTPYKTYpHbIE aHOMAJIUU XPOMOCOM, HCCIEIYIOT KApUOTUIl POJUTENCH it
HCKJIIOYEHUS COaTaHCUPOBAHHBIX NMEPECTPOCK (3TO HEOOXOIUMO /JIsSl ONPEICIICHHS
MMOBTOPHOT'O PUCKA POXKACHUSI O0JIBHOTO PeOCHKA).

1. Cungpom Jlayna



I'enetnueckue AeQeKThl, JeKaluMe B OCHOBE cuUHApoMa JlayHa — camas
yacTas MPUYMHA BPOXKJIEHHBIX MOPOKOB PAa3BUTUS M YMCTBEHHOH OTCTaJIOCTH.
PacnipoctpanenHocTs cuHapoMa JlayHa Beduka: oH oOHapykuBaetrcs y 1 u3 670
HOBOPOXJIEHHBIX. [IpumepHo B 94 % ciydaeB CUHAPOM 00YCIOBIEH TPUCOMHUEH 1O
21-i1  xpomocome. CHHIpPOM BbI3BaH CIOPAJWYECKOM WIM HACIEIyeMOu
TpaHcnokauuen 21-i xpomocomsl. Kak npaBuiio, Takue TPaHCIOKALMHA BOZHUKAIOT
B pe3yJbTaTe CIAUSIHUS LIEHTPOMEPHI 2 1 -if XxpOMOCOMBI U APYTOM aKpPOLEHTPUUECKOM
xpoMocoMbl. [IOBTOpHBIN puck poxaeHus peOeHka ¢ cuHiapomoMm JlayHa y
poauTesneil ¢ HOpMaJbHBIM KapUOTUIIOM cocTaBisieT okoyo 1 %. TloBTopHBIM puck
y JMI[ HOCUTeNed cOalaHCUPOBAHHOM TPAHCIOKAIMU CYIIECTBEHHO BBILIE.
[To>xusoit Bo3pacT Matepu — €IMHCTBEHHBIN (HaKTOp pPHUCKa, ISl KOTOPOTO YETKO
YCTaHOBJIEHA CBA3b C CUHJIpPOMOM JlayHa. DHAOKpUHHbBIC HApYIICHUS: TIEPBUYHbBIN

runoroHaansm (y 6oiapHbIX My)ckoro nosa — B 100 % ciyuaes).

FABHCHMOCTE “ACTOTEL PoEIEHHA aeTed ¢ CHHAPOMOM ,J,ﬂ}'ﬂﬂ
OT BOIPACTA MATEPH

BoipacT MaTepn, JeT YacTora poxienns, %
15-19 0,03-0.04
2024 0,02-0,04
25-29 0,04-0.08
30-34 011013
35-39 0,33-0.42

40 n Gonee 0,29-0.81

2. Cungpom DOnBapjica (TpucoMus mo 18- XxpoMocoMe) BcTpedaeTcs y
HOBOPOXKJIeHHBIX ¢ yacToTor OT 1:3300 mo 1:10 000; y neBouek ObiBaeT B 3 pasa
yaiie, YeM y MaJb4uKOB. BOJIbHBIE AETH YacTO pPOXKAAIOTCS HEIOHOIMIEHHBIMU HIIH
nepeHoneHHbiMu. Hapymienuss npu TpucomMuu 1o 18- xpomocoMe Tropasao
TsoKenee, yeM npu cuuapome [layna; mums 50 % mpoOaHmoB MOKHUBAIOT 10 2-
MecstuHoro Bo3zpacta; 10 % xkuByt 1 rox. CpeaHsisi mpoAOIKUTEIBHOCTD KU3HU
MaJIbuuKOB — 60, neBodek — 280 guei. KnumHanueckas kapTuHa: yepen HEOOBIYHOM
dbopMbI (y3Kuit 0O ¥ MIUPOKUH BHICTYIAIONIMKA 3aTHIJIOK), HU3KOE PACIIONOKCHHE
yIie#, JuCIia3usi CTOI, MOPOKH CepAlla, CHIIbHAs 3ajlepiKKa IMCUXUYECKOTO
pa3BuTud. [ 1aBHbIE HapyllleHUs 0OMEHa BEIIECTB U 3HIAOKPUHHBIE paCCTPONUCTBA:

THITOIIIAa3us HOI[KO)KHOﬁ KIICTYaTKH, CUJIbHAA 3aCPKKa pOCTa



3. Cungpom Ilaray (Tpucomus mo 13-ii xpomocome) oOHapy>KMBaeTCs Y
HOBOPOKJECHHBIX € 4YacToTod okojo 1:5000 m cBsA3aHa C IIMPOKUM CIIEKTPOM
MopokoB pa3ButTusd. Haubosee pacnpoctpaneHHbIie Ae(EKThI: PACIICIUHBI BEPXHEH
ryObl W TBepAOoro HeOa, HAMYME HEMapHOW pe3lOBOM KOCTU. DHIAOKPUHHBIE
HapyIICHUS : TUTIOIIa3Usl HAPY>KHBIX TTOJIOBBIX OPTAHOB.

4. Cunnpom Bonbdha — XupurxopHa

Puck sHIOKpUHHBIX 3a00JICBaHUMN TOBBIIICH W TPU JIPYTUX YUCJICHHBIX U
CTPYKTYPHBIX aHOMAJIUSAX ayTOCOM, TAKUX KaK TPUILIOUIUS (YUCIIO XpoMOcoM 69),
cunapom Bonbha — XupixopHa (nenenus 4p) u neneuus 18p.

AHOMAaJIUH MOJOBBIX XPOMOCOM

UucneHHble HApYIIEHUS B CHUCTEME IIOJOBBIX XPOMOCOM (MOHOCOMHS U
TPUCOMHUSI) HE BBI3BIBAIOT TaKUX TSOKEJBIX TOCIEACTBUNA, KaK ayTOCOMHBIE
aHomanuu. SIpKo BBIpa)KEHHbIE W3MEHEHHsS (EHOTHUIIA HEMHOTOYHUCIICHHBI WIIH
BOOOIIIE OTCYTCTBYIOT (Hampumep, y >KeHIIMH ¢ kapuoturnom 47, XXX). B
IpeIBapUTEIBLHOM TUArHOCTUKE 00Jie3HEH, 00YCIOBICHHBIX AHOMATUSIMU MTOJIOBBIX
XpOMOCOM, OCHOBHOE€ 3HAaUEHUE MMEET aHAMHE3: 3aJepkKKa IOJIOBOIO PA3BUTHS,
HapylieHue (GOpPMHUPOBAHUS BTOPUYHBIX TIOJOBBIX MPU3HAKOB, OECIUIOAME,
CaMOMPOU3BOJIBHBIE a00PTHL. IJKCIPECC-METOJbI IHUTOICHETHYECKOTO aHaIHM3a
(HampuMep, orpejiesieHrne 0JIOBOr0 XpOMaTHHA B COCKOOE CO CIM3UCTOM IEK) He
BCErJa Nal0T HaJEeXKHbIe pe3yibTaThl. [loaTOMy mpH MOAO3PEHUMH HA AHOMAJUIO
MOJIOBBIX XPOMOCOM TpeOyeTcs JAeTallbHOE IUTOTCHETUYECKOe HCCIeOBaHUE
OOJBIIOTO YKCHIA KIETOK.

l. Cungpom IllepemeBckoro — TepHepa — 3TO KIMHUYECKOE IMPOSBICHUE
aHOMaJIMM OJTHOU M3 X-XpoMocoM Y keHIIuH. Cunnapom Tepuepa B 60 % ciydaes
oOyciioBneH MoHocoMuen X-xpomocombl (kapuotun 45, X), B 20 % ciayuyaeB —
Mo3aunu3MoM (Harpumep, 45, X / 46, XX) u B 20 % cinyuaeB — abepparueid OTHOU
n3 X-xpomocoM (Hampumep, 46, X [delXp]). PacmpoctpanenHocTs cuHIpOMa
TepHepa, oOyCIOBICHHOTO TOJHOM MOHOCOMHEW X-xpomocoMbl (45, X), cpenu
netei, poauBmmxcs xuBbiMU, coctasisieT 1 : 5000 (y aeBouek 1 : 2500). Ilnoas ¢

kapuotunoMm 45, X cnoHTtaHHo aboptupytorca B 98 % cayuaeB. Cunapom



XapaKTEPU3yeTCs MHOXKECTBEHHBIMU MOPOKAMM Pa3BUTHUSI CKEJIETa U BHYTPEHHUX
opraHoB. Baxueimmue (EHOTUNUYECKUE TPU3HAKU:  HUZKOPOCIOCTh H
HEJIOpa3BUTHE WM TOJHOE OTCYTCTBHE TOHaJ (Ha MECTE€ SIMYHUKOB HaXOAST
HequppepeHIpOBaHHbBIE  COEIMHUTENIbHOTKAHHBIE TSKM, HE  COJlepKallue
MOJIOBBIX KJIETOK H (GoinukynoB). Jlpyrue mnpu3HaKu: KOpPOTKas Mies C
KPBUIOBUJIHBIMU KOXXHBIMU CKJIaJKaMU, HU3Kasg JIMHUS POCTa BOJIOC HA 3aTBUIKE,
O0oukooOpa3Hasi rpylnHas KieTKa, HapylleHue nponopuuid auna, O-oOpa3zHoe
UCKpUBJIEHUE PYK (nedopmaiusi JOKTEBBIX CYCTaBOB), X-00pa3HOe MCKPHUBIICHHE
HOr. Y OonbHBIX ¢ KapuotunoMm 45, X 0O0BIYHO OTCYTCTBYET OTILOBCKas X-
XpOMOCOMa; BO3pacT MaTepu He sBisieTcst ¢akropoMm pucka. Kapuortun 45, X B
0oJIbIIIeH YacTh ciydyaeB 00yCIOBIEH HEPACXOKICHUEM TOJIOBBIX XPOMOCOM B 1-M
JIeNIeHUH Meio3a (B pe3ysibTaTe B 3UTOTY IOMAaeT TOJBKO OJIHa X-XpOMOCOMa),
pexe — HapyUIeHWsIMH MHUTO3a Ha PAHHUX CTaguAX JApOOJIECHUS 3UTOTHI.
XapakTepHble TpU3Haku cuHapoma TepHepa y HOBOPOXKIEHHBIX — JIMM(paTHIECKUN
OTEeK KOHEYHOCTEH M MOPOKHU cepjua (Bctpeuyatorcs npumepHo y 20 % OoJbHBIX).
[lopoku B 75 % cnyyaeB npeAcTaBieHbl JeEeKTaMU MEXOKETyT0UKOBOM
NEPETrOpOAKY WM KoapKTanuei aopTel. HeoOxommmMo o6ciie1oBaTh JH00YI0 1EBOUKY
WIM JKEHIIUHY C CWIbHOM 3aJ€pKKOM pocTa, NaXKe €cld JApPYyTrHe IpU3HAKH
CUHApPOMa OTCYTCTBYIOT. [Ipyrue mokazanus s oOcieAoBaHMs: 3aJepiKKa
MOJIOBOTO Pa3BUTHUA, OECIIO/KE, MOBTOPHBIE CaMOMPOU3BOJbHBIE abOPTHl (3 H
Oonee). Baxnyro wuHpOpMANMIO [aeT OMpeaeNieHue YPOBHS TOHAIOTPOITHBIX
TOPMOHOB (OCOOEHHO y JE€BOYEK MIIAJIIEr0 M IHPEyOepTaTHOTO BO3pacTa).
OKOHUaTeNbHbIA IMArHO3 CUHApOMa TepHepa MOJKEH ObITh OCHOBAH Ha JIAHHBIX
HUTOr€HETHYECKOro aHanu3a. Cieayer npocMaTpuBaTh He MeHee 50 KIIETOK.

2. Tpucomus no X-xpomocome (47, XXX) BcTpeuaeTcs y HOBOPOKIECHHBIX
nesouek ¢ yactoror 1:1000; peako n1narHOCTUPYETCS B pAaHHEM JIETCTBE; B3POCIIbIE
0O0NBHBIE OOBIYHO MMEIOT HOPMAJbHBIN >KeHCKUH ¢denotun. HemHOrouncieHHbIe
HCCIIeIOBAHUS TTOKa3alM, YTO y KEHIIUH ¢ KapuoTunom 47, XXX Haubonee 4acTo

OTMEYAIOTCS: BBICOKMM POCT; YMCTBEHHash OTCTaNOCTh (KakK MpPaBUIIO, JIETKOM



CTENEHW); TMO3AHEE pa3BUTHE pEuu; BMuiiencus; Oecruiogue. Puck poxaeHus
pebeHka ¢ TpucoMuei Mo X-XpoMocoMe MOBBILIEH Y MOXKUIBIX MaTEPEH.

[Ipu nomaucomuu X-XpOMOCOMBI C YHCIOM X-XpOMOCOM Ooree Tpex
(manpumep, 48, XXXX, 49, XXXXX) BbIcOKa BEpPOSTHOCTh TSAKEION YMCTBEHHOM
OTCTAJIOCTH, HApYIIEHUS IPONOPLMN JIMIA, MOPOKOB pPa3BUTHS CKEJETa WU
BHYTPEHHMX OpraHoB. CHUHAPOMBI TAaKOr0 pOJa BCTPEYAIOTCS PEAKO U OOBIUHO
UMEIOT CTIOPaIUYECKUIN XapaKTep.

3. Cunpom Knaiindensrepa — 3T0 KIMHUYECKOE MPOSIBICHNE TTOTUCOMUU 110
X-xpomocome y MyxKuuH (pacrnpocTpaHeHHOCTh okosio 1:500). Yame Bcero
HaOmonaercs kapuotun 47, XXY (kjacCHYeCKUid BapUaHT CHHApPOMA), HO
BcTpedaroTcst U 6osnee peakue kapuotunbl: 48, XXXY; 49, XXXXY; 48, XXYY;
49, XXXYY. Hanuure B KapUOTHUIIE HE MEHEE IABYX X-XpOMOCOM M OJHOM Y-
XpOMOCOMBI — CaMasi paCIpOCTPAHEHHAs! MPUYMHA MIEPBUYHOIO TMIOTOHAAU3Ma Y
MY’KUYUH.

[Tpumepno y 10 % OGonpHbIX ¢ cunapomoM KnaitHdenbrepa Habmomaercs
mozautusm 46, XY / 47, XXY. Hob6aBounas X-xpomocoma B 60 % cnydaes
HaclieyeTcsi OT MaTepd, OCOOEHHO Tpu Mo3AHEeH OepeMeHHOCTH. Puck
HACJIEJOBAaHUS OTIIOBCKON X-XpOMOCOMBI HE 3aBUCHUT OT Bo3pacTa oTiia. Hanbomee
4acTble MPU3HAKU: BBICOKOPOCIIOCTh, HENPONOPLMOHAIBHO [UIMHHBIE HOru. B
JETCKOM BO3PACTE HAPYLICHUS Pa3BUTHUS INYEK HE3AMETHBI U MOT'YT HE BBISBIIATHCS
Jake MpU OMOINCUHU. DTH HapylleHUs OOHapYXUBAIOT B IyOEpTaTHOM INEPHOJE U
MO03/IHEe, CIIEpMaTOreHe3 OTCYTCTBYET. bonbHble, Kak mpaBuio, OECIUIOAHBI (Jaxe
€CIM €CThb IPHU3HAaKW crepmartoreHesa). @opMHpOBaHHWE BTOPUYHBIX ITOJIOBBIX
INPU3HAKOB OOBIYHO HApPYIICHO: OBOJOCEHHME JUI[a U MOJIMBIIICYHBIX BHAJAUH
CKY/JHO€ WJIM OTCYTCTBYET; OTJI0KEHHE KHPA U POCT BOJIOC HA JIOOKE 10 KEHCKOMY
tunty. Kak npaBuio, ICUXHYECKOE PAa3BUTHE 3aEPKUBACTCS, HO y B3POCIBIX
HapylIeHUs MHTEJUIEKTa He3HayuTenbHbl. Hepenko BcTpedaroTcs HapylIeHHs
IIOBEJICHHUSI, DIWICNITUYECKass aKTUBHOCTh HAa OO, smwiienTudecKue NpHUIIaIKH.

ConyrcTByromue 3a00J€BaHMs: pPaKk MOJOYHOW JKeNe3bl, CaXapHbld JUa0eT,



00ne3HH IUTOBUAHOM Xkene3bl. CrocoObl JedeHHusl OecIuiogusi Mpu CHHAPOME
KunaitndensTepa noka He pa3paboTaHBbI.

4. Kapuorun 47, XYY. DTOT BapuaHT HAUMEHEE H3yYEH, IMPUBJICKAECT
BHUMAaHHE Bpayed U BO30YKIAaeT MHTEPEC MIUPOKOU MyONHKU. ITa XpOMOCOMHAS
AHOMAJIMSI BCTpeYaeTcs y MyX4uH C¢ yacTtoTod 1:800 m penko mposiBISIETCS B
neTckoM BospacTe. Bapocnbie Hocutenu kapuotuna 47, XYY B Oomblneil 4acTu
CIy4yaeB HMMEIOT HOpPMaJIbHbIA MYXCKOHM ¢enoturn. Jlo6aBouHas (oTioBckas) Y-
XpOMOCOMa MOSBIISIETCS Yallle BCErO B PE3YyJIbTaTe HEPACXOXKACHUS XpOMaTU BO 2-
M jelieHnd Meno3a. Bo3pacT otua He siBisercs ¢akTopoM pucka. s HocuTene
kapuotuna 47, XYY XxapakTepeH BBICOKHH pOCT; MyOepTaTHOE YCKOPEHHE pocTa
HACTYIaeT paHbllle W MPOAOKACTCS JIoJblle, 4eM 00bIYHO. YacTo BcTpeyaroTcs
MeJIKhe Mopoku pa3Butusa. MHorna nadmonarorcs usmenenus DK, miapoBuHbie
WM a0CUEIUPYIOIIUE YTPU U BAPUKO3HOE PACIIMPEHUE BEH, OJTHAKO TTOBBIIICHHBIN
PUCK BO3HUKHOBEHHUS 3THUX PAacCTpoMcTB y vl ¢ kapuotunoM 47, XYY He
NOATBEPKJICH. YMCTBEHHOE pPa3BUTHUE B IpEAeiax HOPMbI, HO PEYEBOE Pa3BUTHE
3agepxkuBaetTca. Hepenko moapocTku U My>XurHbl ¢ kapuotunoMm 47, XYY odeHb
arpecCUBHbBI, CKJIOHHBI K IPECTYMHBIM JECUCTBUSAM U IIOXO aJalTUPYIOTCS K )KU3HU
B oOmectBe. Jleuenne He TpeOyetcs. Ecnu kapuotun 47, XYY oOHapyKeH B X0j1¢
NIPEHATAIBFHOTO UCCIIEIOBAHUS WU y peOeHKa B MpenyOoepTaTHOM NEPHOJIE, HY>KHO
IPaBIMBO M MOAPOOHO MPOKOHCYIBTUPOBATH poauTeeid. Bapocnblii Myx4duHa, y
KOTOpOTro BrepBbie BbIsiBIIEH KapuoTun 47,XYY, HyXIaeTcsi B IICUXOJIOTHYECKON

IMOOACPIKKE, MOI'YT HOTpe6OBaTI)CH MCIUKO-TCHCTHUYCCKNC KOHCYJIbTAallNH.
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