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BBEJEHHUE

B mocnennue romel B CTPYKType OOpamaeMoCTH B MEIUKO-TEHETHUECKHE
LEHTPBI CYLIECTBEHHO BO3pOCia 0N MAalMeHTOB C HAPYIIEHHSIMU pempo-
IOykTuBHOH (yHKINH. [Ipexe Bcero, 3To CynpysKecKne Mapsl ¢ MPUBBIYHBIM
HEBBIHAIIMBAHUEM, Ul KOTOPHIX KOHCYJBTAIWs T'€HETHKA SIBIsIeTCA 00s13a-
TEJIbHBIM 3TalloM B CTaHAApTE 0OCIeN0BaHUs, OECIUIONHbBIE Maphl, Maphl ¢
MOBTOPHBIMH HEYAAYHBIMH IOMBITKAMH 3KCTPaKOPIOPAIFHOTO OILIOJOTBO-
PEHUS, TTAINEHTHI C HapYIICHUSIMH TIOJIOBOTO Pa3BHUTHSL.

B psane cnydaeB 0e3 ydacTus T€éHETUKOB IMPOOJIEMBbl OCCILIONUS U HEBBI-
HAIlIUBAHUSI OEPEMEHHOCTH HE MOTYT OBITh PELICHBI JJaXe ¢ UCIOIb30BAHUEM
COBPEMEHHBIX METOJIOB BCIIOMOTATEIBHBIX PENPOAYKTUBHBIX TEXHOJIOTHIA.

B yue6HOM mocoOHM pacCMOTPEHBI BOIPOCHI, KAaCAIOLIUECS POJIU TeHe-
TUYECKUX (PAaKTOPOB B HAPYIICHUSIX PEMPOTYKTUBHON (DYHKIMH Y MY>KUUH U
KEHINUH, alTOPATMOB T€HETHYECKOT0 00CIeIOBaHNS TIpH OECTIIONUH U TIPHU-
BBIYHOM HEBBIHAIIUBAHUM.



OBIIUE BOITPOCHI

C remeTnyeckuMH (axkTopamu cBs3aHO 10 15% mykckoro u go 10% xen-
ckoro Gecrutonus. KIIMHUKO-reHeaIornieckoe 1 J1abopaTopHOE HCCIENOBa-
HUSI TTO3BOJISIFOT BBISABIIATH HACJICICTBEHHBIN T'eHE3 HApYyIICHHH pEmpoayK-
TUBHOH CHCTEMBI U ONITHMAJILHO MTPOBOIMTE MX KOppEKIHio. B psme cmydaes
CIMHCTBEHHBIM BAPHAHTOM SIBIIICTCS IMPUMCHEHHE BCIOMOTATENBHBIX pe-
IPOIYKTUBHBIX TEXHOJIOTHH C HCIIOIH30BAaHUEM JOHOPCKHUX TaMeT.

Ha ceroanst uzsectro 6osee 200 reHOB, aCCOIMMHUPOBAHHBIX ¢ OECTUIOH-
eM y 000HX TMOJIOB, TeHbI B-cyObeaunull JroTennusupytomiero (JII) u doi-
TuKynocTumynupytoiero ropMmonoB (PCI'), a Takke TeHbI UX PEHENTOPHO-
TO ammapara, TeHBI pelenTopa TOHaJOTPOINH-0CBOOOKIAOMIEr0 TOPMOHA,
HEJIOCTATOYHOCTh (PEPMEHTOB CTEPOHIOTeHE3a. B reHe3e HEBBIHAIIUBAHUS
0EepeMEHHOCTH CYIIECTBEHHYIO POJIb UTPAIOT OCOOCHHOCTH AJLICIBHOTO IO-
TUMOp(HU3Ma TEHOB CHCTEMBI JETOKCHUKAIMH KCEHOOMOTHKOB, (hoiaTHOTrO
o0OMeHa, TIAaBHOTO KOMILIIEKCAa THCTOCOBMECTUMOCTH.

OHAaKO XPOMOCOMHBIC aHOMAJIHMHU SIBJISIFOTCS HauOoJiee 4acTON I'eHEeTH-
YEeCKOH MMaToNIOTHEH TPU HApYHICHUAX (EPTIIILHOCTH, TOITOMY HX HE00XO-
MO UCKITIOYHTH TIPEXKIIE BCETO, U MEPBBIM 3TAllOM B TEHETHYECKOM 00CIIe-
JIOBaHHH TAIMCHTOB WM CYIPYKECKHX Map ¢ PEHpPOIYKTUBHBIME IPOOIIe-
MaMH SIBJISCTCS IATOTEHETHUECKOE FCCIIEIOBAHNE.

B mocobum paccMaTpHBarOTCSl CHTYAIlMH, KOT/Ia HApYIIEHUS PEIPOIyK-
TUBHOU (DYHKIIUH SIBJISIOTCS €IUHCTBEHHOM MPUYUHON 0OpallleHHs 3a M-
KO-TCHETHYECCKON KOHCYNbTAIlUEH Oe3 3aTparuBaHus MHOTOYHMCICHHBIX Ha-
CIICZICTBEHHBIX 3a00JIEBAaHUN C TSDKEIBIMH COMATHYECKUMH TIPOSBICHUSIMH,
100 COMPOBOMKIAIOIIUXCS TPYOBIMU HAPYIICHUSIMA YMCTBEHHOTO Pa3BUTHS,
IpPU KOTOPBIX HApPYIICHUS PEPOAYKTHBHOW (PYHKIIMU SIBIISFOTCS JIMIIB CO-
MyTCcTBYyIOmEH maronoruei. Kpome TOro, paccMoTpeHBI WML HEKOTOPBIE,
Hanbojee PacHpPOCTPAaHCHHBIE TCHHBIC MYTAIUH, HUMCIOIIUE MPUKIATHOE
3HAYCHHUE, B YACTHOCTH XPOMOCOMHBIC aHOMAJIHH.

K Gecrutonuro wim penpoAyKTHBHBIM HOTEPSIM KaK Y JKEHIIUH, TaK U y
MYXKYUH MOKET TPHBECTH LENBIA PSAX Pa3NUYHBIX HAPYHOICHHH XpPOMOCOM
(puc. 1).

AHOMAaIIMH TOJOBBIX XPOMOCOM MOTYT UMETh (DEHOTHITHIESCKUE TIOCIIEH-
CTBHS B BHZE PA3IUYHBIX aHOMAJIHIA ITOJIOBOTO PAa3BHUTHSL, IUCTCHE3UH TOHAT,
HAPYIICHUH IUKJIA Y XKCHIIWH WIH HAPYIICHUH ClIepMaToreHe3a y MY»KUHH,
YTO Yallle BCTPEUACTCS MPH YUCIOBBIX aHOMAIUSIX XPOMOCOM JIMOO, HHOT/IA,
0e3 BHAMMBIX aHATOMHYECKMX HM3MEHEHHUH MpPU CTPYKTYPHBIX IEpECTpOii-
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Kax, — IPUBOUTD K PA3BUTHIO OECIUTONUS, PEKE — MPUBBIYHOMY HEBBIHAIIIH-
BaHUIO OEPEMEHHOCTH.

| Kenumuer | | Jlucrenesust ToHaT |

Anomanun Anomanun
TOHOCOM Becnnonne TOHOCOM
! o '
AyTtocomHbIe AyTocomHbIE
MepPECTPOUKH IIEPECTPOUKHU
HeBpinammBanne
OepeMEHHOCTH

Poxxnenne nereit ¢ XxpoMOCOMHOM
[aToJIOruen

Puc. 1. Cxema BKiasia pa3nuaHBIX XpPOMOCOMHBIX HApYIICHHHA
B PENPOAYKTHBHBIE IPOOIIEMBI.

AHOMauH MOJIOBBIX XPOMOCOM (TOHOCOM) COCTABJISIFOT OKOJIO %3 OT BCEX
XPOMOCOMHBIX HapylIEHHH NP IePBUYHOM OECIUIONUH, U B OOJBIINHCTBE
CIly4aeB HEMOCPEICTBEHHOH NpPUYMHONW PENPOAYKTHBHBIX MpoOiIeM mpu
9TOM SBJIAIOTCS aHATOMHYECKUE WIN (PYHKINOHAIbHBIE HAPYIIEHUS MTOJI0BO-
I'0 pa3BHUTHSL.

CTpyKTypHBIC aHOMAJMH ayTOCOM, KaK INPaBHIIO, HE BJIEKYT 3a COOOM
AHATOMUYECKUX WM (PYHKIIMOHATIHHBIX HAPYIICHUH TTOJOBOTO PAa3BHTHUS, HO
MOTYT SBJIATHCS [IPUYMHOM TaK Ha3bIBAEMOT'O MJIOIATHYECKOTO OECIIonus,
HEBBIHALTMBAHUS OCPEMEHHOCTH, SMOPHOHATIBHBIX MOTEPh HAa JTOMMILIAHTA-
IIMOHHBIX CTAIUSIX, MOBTOPHBIX HeyAad mpu DKO, u MOBTOPHOTO POXKICHUS
JieTel ¢ XpOMOCOMHBIM JIHCOAIaHCOM.

Bkiiagy My»XCKOTO 1 JKEHCKOTO (h)aKTOPOB B PENPONYKTHBHBIE ITPOOIIEMBI
Ha BCEX JTamax IMpUMEpPHO onuHakoB. Mcxonwl GepeMeHHOCTEH mpu HOCH-
TENIbCTBE COAIAHCUPOBAHHBIX XPOMOCOMHBIX IIEPECTPOEK HOCST BEPOSTHO-
CTHBIM XapakTep M He MCKIIOYAIOT BO3MOXKHOCTH POKIEHUS 3IO0POBBIX Jie-
TeH, TIOATOMY TPH OECILIONUM H/WIIM TPUBBIYHOM HEBBIHAIIMBAHUHM Oepe-
MEHHOCTH (OBTOpHBIX Heynayax DKO) BHEe 3aBHCUMOCTH OT HaJIW4Us JEeTeH
B IIpeBIIyIINX Opakax oOcIe10BaTh BCEraa CleayeT 000uX NapTHEPOB.
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HAPYIIEHUS PENPOAYKTUBHOM
OYHKIIHU

ITonoBas auddepeHpoBKa — OCIEIOBATEIBHBIN U YIIOPAIOYEHHBIH TPO-
necc. B ocHOBE ero JeXUT FreHeTHISCKHI 110J1, (GOPMUPYIOIIHUNCS B MOMEHT
OIUTIOJIOTBOPEHUS. ['eHEeTHUECKUI TON OIpeneNnseTcsi XPOMOCOMHBIM Ha0o-
POM U OTCYTCTBHEM MYyTalluil B reHax MojioBoil nuddepenunposku. ['eneru-
YecKHuil TIoJT (POPMUPYET TOHATHBIIH 0TI, TO €CTh ONpPEACISIET Pa3BUTHE TOHA
M0 MY>KCKOMY MJTH )KEHCKOMY THUIIYy, YTO B CBOIO Ouepe]b KOHTPOIUpYeT (he-
HOTUITUYECKUHN TOJI. XPOMOCOMHBIE aHOMAIIMHU NIPY HAPYIIEHUH HOPMAallbHO-
'O ITOJIOBOTO PAa3BUTHS B OONBIIMHCTBE CIyYacB 3aTParuBarOT IOJIOBEIE XPO-
MocOMEL. CIy4an HECOOTBETCTBUS (PEHOTHITMIECKOTO WM TOHATHOTO TOa
XPOMOCOMHOMY MOTYT OBITh OOYCIIOBJIEHBI MYTAllMSIMU JINOO MHKPOCTPYK-
TYPHBIMH IIEPECTPOIKaMH KaK B MOJIOBBIX XPOMOCOMAX, TaK U B ayTOCOMaX.

I'eneTnuyeckue aHOMAJTUM NPU PENPOAYKTHUBHBIX
HAPYLIEHUSX Y KeHIIHH

AHOMaNMM B CUCTEME TIOJIOBBIX XPOMOCOM Y KEHIIUH B OOJIBIIMHCTBE CITy-
YaeB MPUBOJAT K HAPYIICHUIO ()OPMHUPOBAHHS TOJIOBOTO alapara, 4To Ma-
HUPECTHPYETCS TPEXKJIEC BCETO BOSHHKHOBEHUEM IICPBUYHOM, peke — BTO-
pU4YHOM ameHopeH. YacToTa XpOMOCOMHBIX aHOMAIUK Cpeau OOJIbHBIX, Ha-
MPABIIAEMBIX Ha KapUOTUIIMPOBAHUE IO MOBOJY IEPBUYHOM aMEHOPEH, CO-
craBiseT 40 — 45%.

Cunopom lllepewescrkoco—Tepnepa

Hambonee wactoit mpuumHoli mepBuyHOi ameHopen (okono 30% cirydaeB)
apnsercs: cunapom IlepemeBckoro—Tepuepa (MKB-10 Q96,0-Q96,9) —
MCTHHHAsI TUCTeHe3Usl TOHA/I Y KEeHINUH, COMPOBOXKIAIOIIASNCS HU3KOPOC-
JIOCTBIO U MOJIOBBIM HH(paHTHIN3MOM. Ha XpOMOCOMHOM YpOBHE MPUYHHAMHE
curapoma Illepemenckoro-TepHepa SIBISIOTCS MOHOCOMHUST X, pa3lUYHbIC
MO3au4HbIe ()OPMBI U PSIJ] CTPYKTYPHBIX MEPECTPOEK C BOByIeUeHHEeM X- U Y-
xpomocoM (puc. 2).

IIpu MOHOCOMUM eMUHCTBEHHAs X-XPOMOCOMa B OOJIBIIMHCTBE CIy4acB
(oko10 90%) UMeeT MaTepUHCKOE MPOUCXOXKIEHUE, TO €CTh K BO3SHUKHOBE-
HHUI0O MOHOCOMHH TPUBOMT MOTEPS MOJOBOH XPOMOCOMBI B OTIIOBCKOM Ta-
METOTCHE3e.



45,X/46,XX nnu 45,X/46,XY

46,XX

45,X/46,X,der(X) nm ' 45X
45,X/46,X der(Y) 46,X.der(X) mm 46,X,der(Y)

Puc. 2. XpoMocomMHBIE aHOMATHH IPH CHHAPOME
lepemeBckoro—Tepuepe.

MHuoroo6pa3ue nuToreHeTudeckux npuduH cuHapoma lllepereBckoro—
TepHepa Bnedet 3a co0oii U pasHOOOpa3re PeHOTUIINYECKUX TposiBiIeHU. B
Tabn. 1 mpencraBieHsl pa3IMIHbIC BAPHAHTH BHYTPEHHUX T€HUTAINH, 0OHa-
pYXHBaeMBbIe TIPH YIBTPa3BYKOBOM OOCIIEIOBAHUH MAIIEHTOK C CHHIPOMOM
[lepemesckoro—TepHepa.

Tabnuma 1

Pe3yabTaThl Y3U BHYTpeHHUX FeHUTAIUN Y 00JIbHBIX
¢ cunapomoM lllepemeBckoro—TepHepa

Marka SnuHukn
Amnazus — 11% OtcyrerByOT — 69%
l'unonnasus — 82% I'unonnacriyaneie, 6e3 Gommkynos — 20%
Hopmansnas — 4% T'unonnacruunsle, ¢ pomuukynamu — 11%
JByporas marka — 2%

Kitaccuueckas gpopma cuaapoma IlleperneBckoro—TepHepa vare xapak-
TepHa Ui OOJBHBIX ¢ KapHOTHIOM 45,X U COMPOBOXKIAETCS LIEIBIM PIAIOM
(heHOTUTTMYECKUX TMPOSABIEHUI, TaK HAa3bIBAEMBIM TEPHEPOBCKUM (DEHOTH-
TIOM.

CrekTp 3THX aHOMAaJH JOBOJBHO IIUPOK, U XOTS HU OJHA M3 HUX HE
ABIISIETCSI HU OOJIMTaTHOM, HU TAaTOTHOMOHUYHOM Juisa cuHapoma lllepernies-
ckoro—TepHepa, KOMIUIEKC TaKUX HAPYIICHUN ITO3BOJISIET BOBPEMS 3aI003-
pUTH Hanmuuue NaHHOW maronormu. K Hamboiee XapakTepHBIM BHEITHUM
nposiBaeHusaM cunapoma Illepemesckoro—TepHepa OTHOCATCS MPEXKIIE BCETO
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HU3KHKA pocT (B cpeaHem 141+0,62 cM), KOpOoTKas MIMPOKasl miesl, KPbLJIO-
BUIHBIC CKJIAJKH Ha IIee, TUIIEPTEIOPU3M COCKOB M BTSHYTHIE COCKH, OTCYT-
CTBHE BBIPOXKCHHBIX MOJIOYHBIX JKeJie3, BAIbI'yCHAs aedopManus JOKTEBBIX
CYCTaBOB, IINTOOOpa3Has TpyIHasl KJIETKa, a0l POCT BOJIOC Ha 3aTBUIKE.
Bo3Mo)xHBI TOPOKHU pa3BUTHs BHYTPEHHUX OpraHoB, B 10-20% ciyuaeB Ha-
OJrosiaeTcst KOapKTalusl aopThl. BHyTpeHHME 1MOJIOBBIE OpraHbl CHOpMHPO-
BaHbI MPABIWIHHO, HO UMCIOT MCHBIIIKNE, YeM B HOPME pa3Mephl, HAPY)KHBIC,
KaK IpaBWIO, HEIOPA3BUTHI, MOJOBOW MH(DAHTHIN3M. BMecTo SHMYHHKOB B
OOJIBIIMHCTBE CIyYaeB onpeselsseTcs HeaupdepeHITMPOBAHHBIN 3a4aTKOBBIN
TSDK, OTCYTCTBYIOT F'€pMUHATHBHBIE KJIETKH. B mpornecce smOprorenesa mo-
SBIISIFOTCSI IPUMOPIUATBHEIEC 3apOIBIIIEBIE KIETKH, KOTOPHIE BIOCIEICTBHN
HCUE3aI0T B pe3yibTaTe YCKOpeHHOH aTpe3nn. K Bo3pacty okumaemMoro mo-
JIOBOTO CO3PEBaHMsS STH THKHM B OONBIIMHCTBE CIY4aeB yXe HE colepiKaT
pa3sTUYUMBIX (DOJUTMKYJIOB M SHICKIETOK; B HUX NMPHCYTCTBYET (UOpO3HAS
TKaHb, HEOTIMIMMAsi OT HOPMAJIBHOH CTPOMEBI SIMYHUKOB, OJHAKO B PEIKUX
Clly4asiX COXpaHseTCs JOCTaTOYHOE YHCIIO (OJUTMKYIIOB, YTOOBI HHOTAA BO3-
HUKAJId MEHCTPYAaIIUH.

Juarno3 cunapoma IllepemeBckoro—TepHepa MOXeT ObITh TIOCTaBJICH B
pasHoM Bo3pacte. [Ipu knaccuyeckodt ¢opme cuniapoma lllepermeBckoro—
TepHepa ¢ ApKO BBIPAKEHHBIM TEPHEPOBCKUM (hEHOTHIIOM OOJIbHAS OOBIYHO
MIOTIA/IaeT B TIOJI€ 3PCHUS HEOHATOJIOTOB, M TUArHO3 YCTaHABIHMBACTCS B HE-
OHATAJILHOM TIEPHOJIC.

[pu oTCyTCTBUM KPBUIOBHIHOMN CKJIAAKH U TUM(PATUISCKOTO OTEKa CTOI
n KucTei momo3penust Ha cuaapoM lllepemesckoro—TepHepa BriepBeIE MO-
TYT BO3HUKHYTH B OoJlee CTapiieM BO3pacTe, KOTZa HAUMHAETCS 3aMETHOE
OTCTaBaHHUE B POCTE.

B OonpmmHCTBE Cy4aeB HAarHO3 CTaBUTCS B ITyOepTaTHBIN HMEPHO, KO-
I/1a CTAaHOBSTCS OYCBHIHBIMHU 3aJepPiKKa POCTa M TOJIOBOTO Pa3BUTHSI U Ha-
Omonaercs mepBuuHas aMmeHopes. OnHako npuMepHo B 10% ciyuaes, kak
NPaBWIO, P MO3aUYHBIX BapHAHTAX WIH CTPYKTYPHBIX MEpecTpoiikax Ha-
OII0maeTCs OTCYTCTBHE BHIPaYKEHHOTO TEPHEPOBCKOTO (PEHOTHUIA, U JHATHO3
4acTO BIIEpBBIE CTaBUTCS B OoJiee B3POCIOM BO3pAcTe, KOT/A JKEHIINHA 00-
pamraercs ¢ Kajnob0aMu Ha HapylIeHHs MEHCTPYaJIbHOTO LUKJIA, BTOPHYHYIO
aMEHOPEO HITH OeCIuIoue.

B T1abn. 2 mpuBeneHH HEKOTOPHIE KOPPEISIINH MEXIY KapHOTHUIIOM H
(EHOTUIMUYECKUMH TIPOSIBICHUSMH TPH Pa3IHYHBIX [IUTOICHETUICCKUX Ba-
puanTtax cuapoma lllepemesckoro—Tepuepa.

3aBHCHUMOCTh (PEHOTUIHYECKAX MPOSIBICHUH OT COOTHOIICHHUS Pa3iid-
HBIX KJIETOYHBIX KJIOHOB HE JJOKa3aHa.
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Tabnuma 2

Koppesasinnn kapuoTun—QeHoTHII IPH CHHPOMeE
lepemeBckoro—TepHepa

Kapuorun Cpennmii poct [TonoBoe pa3Butue
45X 141 cm 3% MeHcTpyauuu
5% pa3BUTHE MOJIOYHBIX JKEJIE3
Moszanynasle  Gopmbl MOHO- | 154 cMm 12% meHcTpyaumn
comuu X 18% pa3BuUTHE MOJIOYHBIX JKeJIe3
CrtpykrypHble aHOMaimu X- | Bapeupyer 40% pa3BuUTHE MOJIOYHBIX XKelle3
XPOMOCOM U HaJIMYUe MEHCTpYaluu

Cpeny CTPYKTYpPHBIX aHOMAIIHH X-XPOMOCOMBI, SIBIISIOIIUXCS TPUYNHOM
cuagpoma lllepermeBckoro—TepHepa, HanboIee YacTO BCTPEUAIOTCS Jeie-
U KOPOTKOTO — Kapuotun 46,X,del(Xp) wiu JUIMHHOTO TuTeYa — KapuOTHIT
46,X.del(Xq), nenernu oboux 1ed ¢ GopMUpOBaHHUEM KOJBLEBOH X-Xpo-
MocoMbI — kapuotun 45,X,r(X) 1 U30XpOMOCOMBI IO JUIMHHOMY IuIedy X-
XpoMOCOMBI — KapuoTuil 45,X,1(Xq), pexe — ICeBAON30IUIIEHTPUIECKHE X —
45(X),psudic(X). M30XpoMOCOMBI IO KOPOTKOMY M€Yy X-XpOMOCOMBI —
kapuotun 45,XX,i(Xp) — HECOBMECTUMBI C >KM3HBIO, U paHee OMHCaHHbIE
Cllyyan Ha caMOM JeJie SIBIIIOTCS BapHaHTOM IEJICHUH JJIMHHOTO IUIeYa.
CTpyKTypHBIE @aHOMaJHU MOTYT BOBJEKaTh Pa3IMYHBIE YYaCTKH X-XpOMO-
COMBI, Pa3Mepbl THX YYaCTKOB TaKKe 3HAUUTENHEHO BapbUPYIOT.

Y OGONBHBIX, UMEIONIMX KApHOTHII CO CTPYKTYPHBIMH aHOMAIHSIMH X-
XpOMOCOM, AHMana3oH (EHOTUIMHYECKHUX TPOSBICHHHA OYeHb IMUPOK. YacThb
JKCHIIIMH MMEET THITUYHBIA TEPHEPOBCKHH (DEHOTHUIT C HU3KUM POCTOM, JIHC-
TeHe3Weil TOHAX M COMATHYECKUMH AaHOMAJMSIMH, Y IPYTUX OTMEYAIOTCSI
JIVITH aHOMAJIMU TOJNOBBIX kele3. Cpean OONBHBIX CO CTPYKTYPHBIMH aHO-
MaJIMMH HEPEIKO OTMEYarOTCs BHIPAKEHHBIE MOJIOYHBIE JKene3sl, 1 10 40%
JKEHIIUH UMEIOT MeHCTpyaln. CTeneHb BRIpaXEHHOCTH 3a00JIeBaHuUs 3aBHU-
CHT OT THIAa XPOMOCOMHOW aHOMAJTUH, BENUIUHBI U JIOKAJTU3AIAN TTOBPEK-
JICHHBIX y4acTKOB. B wacTHOCTH, Aenenun JIMHHOTO IJieda MPHUBOJIST K Me-
Hee TSDKENBIM MOBPEXKICHUSIM, YeM JeJIel[Md KOPOTKOTO Iuieda WM U30XPo-
MOCOMBI IO JUTMHHOMY Iutedy. Huskwid pocT 0OyclOBIIEH yTpaToil TeHa
SHOX (short stature homeobox) MIM 312865, nokaiu30BaHHOTO B TICEBJIO-
ayTOCOMHOM PETHOHE KOPOTKOTO Tieya X-XpOMOCOMBI (pernoH Xp22), mo-
9TOMY HHU3KOPOCIOCTH BCTPEUACTCS MPU CTPYKTYPHBIX MEPECTPOHKax ¢ BO-
BJICYCHHEM KOPOTKOTO Tureda X.



B nenom HabmronaroTcs CIEAYIOIUE 3aKOHOMEPHOCTH KOppesiiuil de-
HOTHUITUYECKUX MPOSIBICHUHA U CTPYKTYPHBIX aHOMAIHHA X-XPOMOCOMBI.

Jenenus KopoTkoro mieda X-xpoMocoMsl — kapuotun 46,XX,del(Xp) u
H30XpOMOCOMa 110 JJIMHHOMY Iuieuy — kapuotun 46,X,i(Xq) umeror ¢eHo-
TUTIMYECKHE TPOSIBICHUS, CXOAHBIE ¢ mposiBIeHusIMU kKapuotuma 45,X. Ha-
JWYHe M30XPOMOCOMBI MTPUBOAUT K OoJiee TsHKENbIM (peHOTHITHYECKUM TIpO-
SBJICHUSIM, ueM gaenenuu. CTeneHb NMposBIEHUs 3a00J€BaHNN y JKEHIUH C
JEeNeUsIMHU OOBITHO KOPPENUPYET C BETHYMHON yTPAauCHHOTO y9acTKa Xpo-
MOCOMEI. MeHee Bcero (hyHKIHSI SHYHUKOB CTPagaeT MPH ACIEIUIX TOIBKO
JUCTAJIBHON Y4acTU KOPOTKOTO Ijieya X-XpOMOCOMBI.

Jenenny 9acTy WK BCETO [UIMHHOTO IIeYa X-XpPOMOCOMBI HE TIPUBOST
K Pa3BUTHIO TEPHEPOBCKOTO (PEHOTHIIA M TPOSBISIIOTCS JIUIIb TUCTCHE3NCH
roHaj. JKeHIMHBI, KaK MpaBHJIO, UMEIOT HOPMaJbHBIIN poct, okoio 20%
MEHCTPYHPYIOT. YacTo eIWHCTBEHHBIM NPOSBICHUEM IENEIHiA B PETHOHE
Xq26—Xq28 sBrsieTcs NpekaeBpeMeHHoe UCTOIeHe AUYHUKOB.

HecMmoTpst Ha TO, UTO y YACTH JKEHILUH C MO3aUYHBIMU U CTPYKTYPHBIMHU
Bapuantamu cuaapoma lllepemeBckoro—TepHepa MMEIOTCS MEHCTpYyalluHy,
MIOJIABIISTIOIIEE OOJBITMHCTBO M3 HUX OecrumogHpl. OXHAKO OIMMCAHBI HE
TOJIBKO CIIy4au HACTYIJICHUS! OEPEMEHHOCTH Y TaKUX KCHIIUH, HO U ceMeii-
HOE HOCUTEIbCTBO abeppaHTHOM X-xpomocoMmbl. Ha puc. 3 mpencrasieHa
POIOCIOBHAS, B KOTOPOH AeneTHpoBaHHas X-XpOMOCOMa IPUCYTCTBOBAJA Y
MaTepH W JBYX cecTep-ONMu3HeroB. Y o0eux aodepei mociie npeHaTaabHON
JUATHOCTUKU POJMIINCH A0UEPU ¢ HOPMAIBHBIM KapHOTHUIIOM, OJHAKO Yy Of-
HOW M3 HUX IO YCIIEIIHOW OEepEeMEHHOCTH TPH NPENBIIYIINX 3aKOHUYHIINCH
PAaHHUMHY BBIKHIBIIIAMH.

O
O 00U

del Xp(21:]

del(Xp21:%)

Puc. 3. PoocnoBHas ¢ HacnenoBanueM cunapoma Illepemesckoro—TepHepa ¢
del(Xp21::) (Marepuaiisl 1a00paTOpUH MPEHATATBHON JHATHOCTHKH
OI'BHY HUU «AT'uP um. 1. O. Ottay).
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Cmewannas ouceenesus 20Hao

IToMuMo aHOManui, CBSI3aHHBIX TOJBKO C X-XpOMOCOMOM, B pslie CIy4yacB
OonpHBIe ¢ cuHapoMoM lllepermeBckoro—TepHepa UMEIOT KAPHOTHUII, B KOTO-
pOM MPHUCYTCTBYET Marepuai Y-XpOMOCOMBI, JHOO B MO3aW4HON (opme
45,X/46,XY, nu0o B BUEe TPAHCIOLUUPOBAHHOTO Y4aCTKa.

IIpucyrctBrue Y-XpoMOCOMBI WM €€ YYacTKOB B KEHCKOM KapHOTHIIE
MOYKET IPUBOINTE HE TOIHKO K BOSHUKHOBeHMIO cHHapoMa [llepemeBckoro—
Tepuepa. TepHepoBCcKuil (PeHOTHIT OTMEUAETCA MPUMEPHO y TPETH HallheH-
TOB C MPUCYTCTBHEM Y -XpOMOCOMBI WM ee ()parMeHToB B KapuoTuie. Bos-
MOYKHBI M JJPyTHe MyTH (PEHOTUIHYECKOTO PA3BUTHSI HOCHTENEH TaKOTO Ka-
pHOTHIIa — cMelIaHHAasi (popMa THCreHe3uH ToHax, POPMHUPOBAHUE MYXK-
CKOTO (peHOTHIA, HICTUHHBIN repMadpoIUTH3M.

CMmemaHHasi TUCTEHE3NsI TOHA — 3TO COCTOSHHE, IIPU KOTOPOM y (eHO-
TUMWYECKUX MY)KUHH WM JKEHIIMH C OJXHOW CTOPOHBI MUMEETCS SIMIKO, a C
JIpyroit — roHaaHbIA TsOK. [Ipu 5TOM AMYKO y OOJIBIIMHCTBA OOJBHBIX PACIIO-
JI0KEHO MHTPAaOJOMIHAIEHO; B TAKOM CIy4ae MAueHTHl OTHOCITCS K JKEH-
CKOMy Toxry. JIWI] ¢ AMYKOM B Taxy WM B MOIIOHKE CUHTAIOT MaJbuMKaMH.
IToutn Bcerma ecth MaTKa, BIArajuile U, IO KpaifHel Mepe, OHa MaTO4Has
TpyOa. ¥ GonbIIMHCTBa OOJILHBIX OOHApYKHMBaeTcs Mo3auluiMm 45,X/46,XY,
pexe — xumepusM 46,XX/46,XY.

B Ta0:1. 3 mpuBeneHbl OCHOBHBIE ()EHOTHUIIMYECKUE BapUAHTHI Pa3BUTHSA
MIPU KAPUOTHUIIE C YIaCTHEM Y -XPOMOCOMBI.

[TpumepHO 60% TakMX OOJNBHBIX CUUTAIOT ICBOYKAMH, OJHAKO Y OOIB-
IIMHCTBA WMEIOTCSI aHOMAIMH PAa3BUTHS HAPYKHBIX T€HUTAIHH, BKIOYAs
TUNEPTPOPUIO KIUTOPA, YPOTEHUTAIBHBIA CHHYC U B Pa3jIMYHONW CTENEeHH
CpaIlIeHHbIE B MOIIIOHKY ITOJIOBBIC T'YOEI.

Hamuoro peske y mMarieHToB ¢ HATHIHEM KJIOHA, CONEpKAIIEer0 MaTepH-
an Y-XpoMOCOMBI, BOBHUKAET UCTUHHBIN repmMadpoauTusM. MICTUHHBIH rep-
Ma(ppOIUTH3M — 3TO COCTOSHHE, IPU KOTOPOM Y OOJIBHOTO €CTh U STMIHUKH 1
SUYKA WA TOHAIBl C THCTOJIOTHYECKUMH OCOOCHHOCTSIMH TOTO W JIPYTOTO
noja (oBorectuc). Eciu roHasl mpeacTaBIeHbI TOJIBKO OBOTECTUC, OOJIBHBIE
Bcerna OeCIUIONHBI, €ClIi UMEIOTCS HOpMalbHO C(POPMUPOBAHHBIE TOHAJIBI,
OTIMCAHbl eMUHWYHBIC CIydad (EpTHIBHOCTH TAIMEHTOB, IPHYEM Kak ¢
MYXKCKHM, TaK U C KEHCKUM (DEeHOTHUIIOM. BONBIIYI0 pONb TIPHU 3TOM HrpaeT
HaJIM4YMe MPaBUILHO CPOPMUPOBAHHBIX (MJIM XUPYPTHUYECKH PEKOHCTPYHUPO-
BaHHBIX) HAPY>XHBIX M BHYTPEHHHX ITOJIOBBIX OPTaHOB.
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Tabnuma 3

DeHOTHII IPH MO3aNIH3Me C IPUCYTCTBHEM
KJIOHOB, COJepKaIHUX Y-XpoMocoMy

INoxazarenu IIposiBnenus

Buemnnii Bug HeBblcokuii pocT, N0NOBOM MH(GAHTUIN3M B Iy-
Oeprare, crelUQUUHBIE COMATHYCCKAE CTHIMBI
JUCTeHEe3UU FOHAa

Hapy»xHble nonoBsle opranbl YKenckne — MBONCTBEHHBIE —> MY)KCKHE
Tonanst Streak — mUcCreHeTHYHBIE SUYKH — HOPMAaJIbHBIE
SNYKHY;

Streak + JUCT€HETHUYHBIC SIMUKU — «CMEIIaHHAs
JUCTEHE3US TOHAI

JepuBatbl Me3oHedpanbHbIX | Streak — Martka ¢ TpyOamu;

(Bomp(oBEIX) W Tapame3oHed- JUCTCHETUYHBIE SUYKH —> pasjan4yHas CTENEHb
pasbHBIX (MIOJUIEPOBBIX) MPOTO- pasBUTHS;

KOB SIMYKH —> JIEpUBAThl Me30HE(PpasIbHBIX IPOTOKOB
Kaprotumn Hanmune xiona, cogepxamero Y-xpoMocoMmy
I'enetnyeckast ocHOBa marosoruy | Mo3anin3M Mo MOJIOBBIM XPOMOCOMAaM SIBJISIETCSI
CJIEICTBUEM TOTEPHU Y -XpPOMOCOMBI MPU KIJIETOU-
HBIX JCNICHUAX Y SMOPHOHA, XUMEPHU3M BO3HHKA-
€T TIpY CIUSHUU MYXXCKOM U )KEHCKOU 3UTOT

Hanuuue Y-XpoMOCOMBI B )KEHCKOM KapHOTHIIE SIBJISIETCSI CUTHAJIOM OH-
KOJIOTHYECKOW HACTOPOKEHHOCTH — YacTOTa HEOIUIa3Wi B TOHAJAaX y TaKHX
O6ompHBIX cocTaisier 15-20%. CeMUHOMBI BCTpEUArOTCs Yallle, 4eM TOHa-
nobmactombl. OMyXoJM MOTYT BO3HHUKATh M JIO TIOJIOBOTO CO3pPEBaHUs, MO-
3TOMY BO BCEX CIIydasiX BBISBICHHSA Y-XpPOMOCOMBI Y (EHOTHITHYSCKOM
JKEHIIWHBI PEKOMEHTYeTCsl TIPOBEICHNUE TOHAIIKTOMUMA. Y TaleHHue TUCTeHe-
TUYHOTO SMYKa B PAaHHEM BO3pacTe Takke MpeAoTBpallaeT BOZHUKHOBEHHE
W3IUIIIHEN BUPWIIN3AllUK B myOepTare.

IIpu ucTiHHOM TepMadpoIUTH3IME HOPMAIBHO C(OPMHUPOBAHHEIC TOHA-
JIbl O3JIOKAYECTBIISIOTCA OTHOCHUTEIBHO PEIKO, MPU HAIUYMH OBOTECTUC B
HUX MOTYT BO3HUKHYTH OITyXOJIH.

Peeepcu}l noJjia y JofCeEHUUH

B psine cinydaeB MOKHO HaOIrOIATh MONHYIO peBepcrto noma. Hocnurenn ka-
puotuna 46,XY MoryT ObITh (PEHOTUNUYECKUMHU >KCHITUHAMH, a IIPU KapHO-
tune 46,XX pasBuBaeTcs MyXCcKod ¢eHoTur. CTporo ToBops, «KESHIHHBD)
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¢ kapuotunoMm 46,XY SBISIOTCS MYXUMHAMH C AUCT€HE3HeH TOHaj, CHH-
JIPOMOM TECTHKYJIIpHOU (heMUHHU3aIMH Wi cuHapoMoM Ppazuepa. OgHako,
MOCKOJIBKY (DEHOTHUI, HAPYKHBIE TIOJIOBBIC OPTaHbl, ICUXOCEKCYyalbHAs OpHU-
EHTaIVsl U MACIOPTHBIN MOJ y HUX XKEHCKUE, JaHHAs aHOMAJIUsI Takxke OyneT
paccMoTpeHa fainee.

OpHUM U3 BapUaHTOB MATOJOTMU MOJIOBOTO Pa3sBUTHUS y JIUI] C HOPMaJIb-
HBIM MY>XCKUM KapuoTunoMm 46,XY sBIsSeTCS YMCTas JUCTeHe3Us] TOHAJ
(cunapom Caaiiepa) (MKB-10 Q97.3 MIM 400044). Cunapom Caaiiepa
BBI3BaH MyTalMsIMH WiH Jenenusamu reHa SRY (Sex-determining Region Y,
MIM 480000), nokaiIu30BaHHOTO B KOPOTKOM Iliede Y -XpoMocoMbl. B pen-
KHX CIIydasx IPUUUHOM poxIeHus pedeHka ¢ cuaapomom Cpaliepa sBIsSeTCs
cOanmaHcupoBaHHas TpaHciokanms (X;Y) y oTna, B OONBIIMHCTBE CITydacB
MYTalllu BO3HUKAIOT de novo.

BonbHBIe NMEIOT KEHCKHH (PCHOTHII, IOJIOBBIE OPTaHBI, B TOM YHCIIE I'0-
HaJbl, HOCHTUIHBIE TAKOBBIM Yy JIMI[ C AWCT€HE3WeH TOHAJA (IBYCTOPOHHHE
TOHaJaNbHbIC TXKHM, MHQAHTUIBHBIE MaTka M MaTOYHbIE TPYOBI, MOJIOBOM
uHbanTHIU3M). B oTinume or OonbHBIX ¢ cuHApomoM lllepemeBckoro—
Tephepa, 6onbHBIE ¢ cuHApoMoM CBaiiepa NUMEIOT HOPMAJIBHBIA HIIH BBICO-
kuit (gacto Bhime 170 cM) pocT, c1abopa3BUTBIE MOJIOYHBIE KeJIe3bl, MpU
3TOM 32 MCKJIIOUEHHEM JUCTCHETUUYHBIX TOHAJ Y HUX MPAKTUYECKU OTCYTCT-
BYIOT BpOXIIeHHbIC aHoManui. OCHOBHOE, O YeM He0OXOIUMO TOMHHTH TIpU
BBISIBIICHUW Y KeHIMUHBI Kapuotuma 46,XY, — 310 BeIcOKHHA, 10 20-30%,
PHUCK Pa3BUTHsI TUCTEPMHUHOMBI WM T'OHAI00JIACTOMBI. MalUrHU3aIus Mo-
JKET MMPOUCXOINTE yXKe B 1—2-M IECATWICTHH KU3HH, I03TOMY CTOIb BaKHO
CBOEBPEMEHHOE KapHOJIOTHUecKoe oOcienoBanme. 110CKOIpKY y ManueHToB
¢ cunapomoMm Caaifepa OTCYTICTBYIOT HOpPMAaJbHbBIC SIUUHHKH U HE MOTYT
(hopMupoBaThCs (DOJITUKYIIBI, CAMOIIPOU3BOJIHLHOE BOZHUKHOBEHHE OepeMeH-
HOCTH HEBO3MOXKHO, TaKH€ MAIMECHTHl CTEPHIIBHEI, OJHAKO TPHU HCIIONB30Ba-
HuK MeTonoB BPT ¢ yuacTuem JOHOPCKOH SIHIIEKJIETKH OHU CIIOCOOHBI BBI-
HOCUTb OEPEMEHHOCTb U POAUTH PEOCHKA.

Jlpyro#t mpu4nHOW BO3HUKHOBEHHS KEHCKOTO (DEHOTHIIA Y WHIUBHIYY-
MOB ¢ KapuotunoMm 46,XY sBIsSeTCS CHHIPOM aHAPOI€HPE3UCTEHTHOCTU
(MIM 300068, MKB-10 E34.5 — aHAaporeHpe3uCTEeHTHOCTb) — MaTONOTHUs
PELenTOpoB K aHIPOTCHaM, BhI3bIBaeMasi MyTanmsMu B reHe AR (androgen
receptor) MIM 313700. B mporiecce smMOpuoreHe3a y 3THX OOJBHBIX ITOJ
BIUSHHEM Y -XPOMOCOMBI TOHAJIbI MU (HEPEHIUPYIOTCS KaK SIMYKU, KOTOPBIE
CEKPETHPYIOT TECTOCTEPOH U BEIIECTBO, HHTHOMPYIOIIEe MIOJUICPOBEI TIPO-
TokH. JleekT reHa AR NPHBOAMT K MOTEpE UYBCTBUTEIHHOCTH K TECTOCTE-
POHY U JUTHAPOTECTOCTEPOHY, OTBETCTBEHHBIX 32 (POPMUPOBAHUE MY>KCKOTO
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(beHOTHIIA (MYXKCKON YpETpbl, MPEACTAaTeIbHOM KeJe3bl, MOJI0BOT0 WIeHa U
MOIIIOHKH) W (POPMHPYETCS KEHCKHI (PEHOTHIT P OTCYTCTBUU MPOU3BOJI-
HBIX MapamMe30He(ppaTbHBIX MPOTOKOB (MaTOYHBIX TPYO, MAaTKH M BEpXHEH
TPETHU BJarajiuiia).

Paznuuanbie myTtanuu B reHe AR ONPEEISIIOT Pa3InIHYI0 BHIPaKEHHOCTD
CTEIIEHU aHJPOTCHPE3UCTECHTHOCTH C IMOJHOW WM HEMOJIHOH TeCcTHKYJIsip-
HOii peMuHM3anMeii 1100 My>XCKUM (DEHOTHUIIOM.

Kunaccudpukanusa cuHapoMa He1YBCTBUTEIbHOCTH
K aHjporeHam no ¢geHorumy

1. HopmanibHasi MacKyJMHHU3AIUs B COYETAaHUM C MTOCTHATAJILHOW aHIpO-
TEHHOW PE3UCTEHTHOCTHIO.

2. He BBI3BIBarONIMI COMHEHMSI MY>KCKOH (DEHOTHIT C YMEPESHHBIM Hapy-
[IEHHEM MACKYJIMHU3ALKHU (M30JIMPOBAHHAS TUTIOCTIA/INSA).

3. MyXCKoi ()€HOTHII C SBHBIMU HAPYIICHUSIMH MACKyJTUHU3AINH, MHUK-
ponenuc. [lepuHeanbHas runocnagusi, KpUITOPXU3M.

4. HeonpeneneHHbIil (peHOTHII, HAPY>KHBIE MTOJIOBBIE OPTAaHBI B IPOMEXKY-
TOYHOM COCTOSHUM MEXIYy KIUTOPOM U TIEHHCOM, Ty0O-MOIIOHOYHBIE
CKJIAJIKU Pa3JINYHOMN CTENIEHH CPALCHHUS.

5. XKenckuit heHOTHTT ¢ U30JIMPOBAHHBIMU KIIMTOPOM U YPETPOH, TUIiep-
Tpo(us KIUTOPa, YACTHYHOE CpallleHrne OOJIBIIHNX MOJOBBIX T'y0.

6. Kenckuii pEeHOTHIT ¢ YACTUYHBIM HJIH IOJIHBIM OBOJIOCEHUEM JIOOKO-
BOM W/WIHA TOAMBIIIIEYHOU 30H.

7. KeHckuil (EeHOTHI C MOJHBIM OTCYTCTBHEM OBoJioceHusi. CHHApOM
TECTUKYISIPHON (peMUHU3AINH.

I'er AR nokann3oBan B IIMHHOM Tuiede X-XpOMOCOMEI, Jokyc Xqll-—
Xql2, nacnenoBanue X-CLEIUIEHHOE PELIECCUBHOE, OMMCAHbI CIydau POX-
JIEHUS B OJJHOM CEMbE HECKOJIBKUX «CECTEP» C CHHAPOMOM TeCTHKYJIAPHOI
(pemunnzanum. B 3aBUCHMOCTH OT BBIPR)KEHHOCTH HEUYBCTBUTEIBHOCTH K
aHJpOTeHaM CYIIECTBYET HECKOJIbKO pa3HbIX (heHoturnos. [TonHas HeuyBCT-
BUTEJNBHOCTh K aHAPOT€HaM MPUBOAMUT K Pa3BUTHIO MOJHON TECTUKYJISIP-
HOH peMuHM3anUMU. Y TakuX OOJBHBIX KEHCKHHM (DEHOTHII, BBICOKUH pOCT,
MPAaBUIBLHOE TEJIOCIOXKEHHE, Pa3BUThIE MOJIOYHBIE XKeJe3bl, XapaKTepPHO OT-
CYTCTBUE OBOJIOCEHUS JIOOKa M MOAMBIINIEYHON 006iactu. HapyxHble moo-
BbI€ OpraHbl KEHCKHE, KJIMTOP HOPMAJIbHOTO MM HECKOJIBKO YMEHBILIEHHOIO
pa3Mepa. Braranuine KOpoTKoe, CIeno 3aKkaHYMBaroIIeecs, B psie CIydyaes
BOOOIIIe OTCYTCTBYET WJIM HAXOAUTCS B PyIUMEHTAPHOM COCTOSIHUH, MaTKa U
MaTOYHBIE TPYOBI OTCYTCTBYIOT. ['OHAIBI TIPENCTABICHBI TMUYKaMH, KOTOPBIC
MOTYT HaXOIWTHCS B OPIONTHOM ITOJIOCTH, MTAXOBOM KaHaje WM ITOJIOBBIX
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ryoax. B meTckom Bo3pacTe JMarHo3 CTaBUTCS TOJBKO MPU HATHMYUH MAXO-
BBIX TPBDK HIIH CITyYaiHBIX HaXOIKaX IPH YIbTPa3ByKOBOM HCCIICIOBAHHH.
B GonbIIMHCTBE CilydaeB JMArHO3 CTaBUTCS IIOCJE MOJIOBOTO CO3PEBAHHUS B
CBSI3U C HATMYUEM MICPBUYHON aMEHOPEH.

[Tpn wacTHYHOM MOTEepe UyBCTBUTEIHFHOCTH K aHAPOr€HAM MOXKET Qop-
MHUPOBATHCSI HEMOJHAsI TecTHKYJsipHasi demunm3anusi. [Ipu HemomHOMH
TECTUKYJSIPHON (PeMUHHM3AIUN HAPYXKHbIC TEHUTATUN CHOPMHUPOBAHBI HeE-
NPaBUWIGHO, TIPHU POXKACHIH BO3HUKAIOT MPOOJIEMBI C ONpEICICHUEM IOa.
[Tpu yapTpa3BYKOBOM OOCIENOBAHUH B OPIONIHOM ITOJIOCTH HIIM TIOJIOBBIX
ry0ax BBISBJISIOTCS SIMYKH, B TyOEPTATHOM MEPUOE MOSBISIETCS IOOKOBOE U
MOJMEBIIIICYHOE OBOJIoceHHe. [Ipy moctaHOBKe AnarHo3a genaercs (peMuHu-
3UPYIOMIas IJIACTUKA, U OOJBHBIE BOCITUTHIBAIOTCS KaK JCBOYKH.

B Tex cmydasx, korja HapyXHbIC 'EHUTAIHH CHOPMUPOBAHBI MO MYXK-
CKOMY WJIM TPEUMYIIECTBEHHO MY)KCKOMY THITY, OONBHBIX OTHOCST K MYXK-
CKOMY TIOTY.

HecmoTpst Ha TO, 9TO HaIM4YHe Y-XPOMOCOMBI IIPH KEHCKOM (DEHOTHITE
MOYET TPUBOJIMTH K Pa3IMYHbIM BapUaHTaM Pa3BUTHUS TOHAJM, BO BCEX CIy-
Yasix BEJNMKa YacTOTa 3I0KAYEeCTBEHHBIX HOBOOOPa30BaHUIL. DTO 00yCIIOBIIE-
HO HaJIW4YMeM Ha KOPOTKOM Iuieue Y-xpomocombl (Ypter-pll.2) permona
GBY (ronago6mactoMa), KOTOPBIH yd4acTByeT B 00€CIIEYeHUH HOPMAaJILHOTO
criepMaToreHes3a, Ho 00alaeT OHKOTeHHBIM 3((ekToM Y (HEeHOTHITHISCKIX
JKEHIMWH. B CBSI3M ¢ 3THM TOHAJPKTOMHUS MOKA3aHA IIPH JIIOOOM BBISBICHUH
Y-XpoMOCOMBI WiTH e¢ (pparMeHTa y OONBHBIX C )KEHCKUM (DEHOTHUIIOM.

HpeDiCOQGPBMeHHOe ucmouweHue AUYHUKO8

XpPOMOCOMHBIE HapyIIECHUs], CBSI3aHHbIE C JUCTEHE3UEeH TOHaJ, MOTYT MpH-
BOJUTHh KaK K MEPBUYHOW, TaK W K BTOPHUHON ameHopee. OmHAKO B psne
CIly4aeB YHCIIOBBIC WM CTPYKTYPHBIE aHOMAJIHU X-XPOMOCOMBI IPUBOIAT K
BO3HMKHOBEHUIO TIPEXKIEBPEMEHHOTO HCTOLICHUS SUYHUKOB Yy JKEHIIUH C
HOPMAJIBHO Pa3BUTHIMU FOHaZaMHU. XPOMOCOMHBIE aHOMAJIUU UMeroT 9—15%
JKEHIWH C TPEKACBPEMEHHON HEJOCTaTOYHOCTHIO SIMYHUKOB HESICHOTO Te-
Hesa.

B nacrosimmee BpeMsi, KOI/la BO3PAcT HACTYIUICHUS MEpBOM OepeMeHHO-
CTH 9acTO OTKJIaIBIBAcTCs Ha YCTBEPTOE AECATHIIECTHE, MpobieMa mprodpe-
TaeT 0COOYI0 aKTyaJlbHOCTb, TaK KaK XEHIIHUHBI, Y KOTOPHIX B MOJIOZIOM BO3-
pacTe coxpaHsulach HOpPMalbHasl PENPOAYKTHBHAs (DyHKLHUS, K 3TOMY Bpe-
MEHH CTaHOBSTCS OecIuiomHbIMU. Cpear XpOMOCOMHBIX aHOMAJIHH, MPUBO-
ISIIUX K TPEKAEBPEMEHHOMY HCTOLICHUIO SIMIHUKOB, YaCTO BCTPEYACTCS
Tpucomust X-xpomocomsl — kapuotun 47, XXX (MKB-10 Q97.0). XKenuu-
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HBI ¢ KapuoTunoM 47,XXX He UMEIOT aHOMAIHH (PU3UUECKOTO U TOJIOBOTO
paszButus, cpequuii poct 168—170 cm, cpennuit Bo3pact meHapxe 12 ner,
MOKa COXpaHseTCcsd HOPMANbHBI MEHCTPYalbHBIN UK, OOJIbHBIE (epTHIIb-
HBI, OIHAKO MEHOTAay3a HacTymnaeT B Bo3zpacte A0 40 JieT, Ipu 3TOM OIUCAHbI
Cllydau UCTOILIEHUS SIMYHUKOB U Ha TPETHEM JECITUIETUH JKU3HU.
ITockonbKy reHbl, OTBEUAIOINE 32 BO3SHUKHOBEHUE MPEkKIEBPEMEHHOTO
uctouienus snaHukoB POF [ (premature ovarian failure 1, MIM # 311360) u
POFIB (MIM * 300603), nokaqnu30BaHbl B JJIMHHOM IuIede X-XPOMOCOMBI

(cootBeTtcTBeHHO X(q26—27 1 Xq21.1) y GOJBHBIX C MPEXKAECBPEMEHHBIM HC-
TOLICHUEM SIMYHUKOB YaCTO BCTPEYAIOTCS M CTPYKTYPHBIE aHOMAJINH, BOBJIC-
KaloIye [UIMHHOE IUIeY0 X-XPOMOCOMBI.

OnucaHbl MHOTOUYHCIICHHBIE CEMEIHbBIE CIyuyal CHHApPOMA IMpexaAeBpe-
MEHHOW HEIOCTATOYHOCTH SMYHUKOB, KOTJa OAWHAKOBYIO XPOMOCOMHYIO
AHOMAJTHIO UMEJH JKEHIINHBI U3 HeCKOIBKUX ITOKOJICHUH OMHON CEMBH, IpH
3TOM BO3pAcT HACTYIUICHUS MEHOIMAY3bl MOT OTJIMYATHCS HA HECKOJIBKO JIET U
JaXe IeCATUNETUN.

I'ern POF1 acconmupoBaH ¢ npemytanueid B reHe FMR (fragile X mental
retardation, MIM 309550), no3ToMy HpexJeBpEMEHHOE UCTOIIEHUE STUUHU-
KOB XapaKTEepHO TaKXke I >KeHIIMH-HOocuTenbHUI MyTaninn FMR. Ilpu nu-
TOTEHETHYECKOM O00CTIEOBAHUN y TAKHX JKEHIIMH MOTYT BCTPEUATHCS OT-
IenpHble MeTadas3Hble IIACTHHKH, COACPIKAIINe TOJIOMKH X-XPOMOCOMBI B
peruoHe Xq27.3, 0IHAKO MOJIEKYISIPHO-TEHETUUECKOE HCCIEOBAaHUE SBIISI-
ercs 0oJiee HaAEKHbBIM.

Taxum 00pazom, MPOBEICHNE ITUTOTCHETHYECKOTO HCCIIEAOBAHMS TTIOKa-
3aHO >KEHIIMHAM BO BCEX CIIydasx MEepBHUHON aMEHOpEH, 0COOEHHO MpU He-
JIOPa3BUTHH ITOJIOBBIX OPTaHOB, THIIEPTOHAJOTPOIHBIX BapHaHTaX BTOPH-
HOU aMEeHOpeH M HaronaTnieckoM Oecruroanu. ClieayeT OTMETHTh, UTO IH-
POKO MPUMEHSBUIMNCS O BHEAPEHUS B NMPAKTUKY MeToja Tu(QepeHnaib-
HOT'O OKPAIIIMBAHUS XPOMOCOM aHAJIN3 MOJIOBOTO XPOMATHHA B OOJIBIINHCTBE
CIly4aeB SIBISIETCS. HEAOCTATOYHO WH(POPMATHBHBIM, TaK KaK ITO3BOJISCT BHI-
SBJISITH JIMIIb YUCIIOBBIE aHOMAJIUM B CUCTEME IIOJIOBBIX XPOMOCOM, U HH B
KOEM ClIydae He MOXET 3aMEHUTh UCCIIEJOBAHUS KapUOTHUIIA.

I'eneTHyeckue aHOMAJTUM NPU PeNPOIYKTHBHBIX
HAPYIIEHUAX Y MYKYUH

Kak u3BecTHO, IPUMEPHO B MOJIOBUHE CITy4aeB NMPUYMHON OECIIOAus CyI-
PYKECKOH mapbl SBIAIOTCS MyX4MHBL, 20% ciyuaeB My»KCKOTO OecIuiofus
BBI3BaHBI TEHETHYECKUMH (DaKTOpaMH, B TOM UYHCIIE XPOMOCOMHBIMH aHOMa-

16



TUSIMH. XPOMOCOMHBIE MEPECTPONKN Y MYKUWH MOTYT MaHU(ECTHpOBaTh B
Buze narocrepmur. O BO3MOXKHONH XPOMOCOMHOW aHOMAJIMU CBHJICTEIBCT-
BYIOT TaKH€ HapyIICHHUs CIEPMOTPAMMBI, KaK a300CHIEPMHUs, TsDKENas OJIUTo-
3o00cnepmust (MeHee 5 MIIH/MIT), YCTOIUMBAs K Tepalnuu acTEeHO300CHEPMUS,
codeTaHHbIe (POPMBI TATOCTIEPMUH.

Ha puc. 4 npencrasneH rpaduk 3aBUCUMOCTH YacTOThI BCTPEYAEMOCTH
XPOMOCOMHBIX aHOMAJIUil OT KOJMUYECTBA CIIEPMATO30HI0B B dsKyisatTe. Cpe-
M MY)XKYHH, CTPaJaloIInX MOJHOHN a300CIepMHUeH, 9acTOTa BCTPEIaeMOCTH
XpPOMOCOMHBIX aHoMaiui nocturaer 15%. [1o mepe HapacTaHus KOHLEHTpa-
MU CIEepMATO30MIIOB 4YacTOTa HOCHUTENBCTBA XPOMOCOMHBIX aHOMAIUN
CHW)KAeTCs, M TIpH KoHIeHTpamuu 6osee 100 MiH/1 M1 yacToTa BCTpedaeMo-
CTH HOCHUTENIEeH XPOMOCOMHBIX IEPECTPOEK HE OTIMYAETCS OT OOIIEIOIyIIs-
LIMOHHOM.

16
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Konuentpanust criepmbl

Puc. 4. 3aBUCUMOCTb YaCTOTHI XPOMOCOMHBIX aHOMAJIMI
OT KOHIICHTPAIMU CIIEPMATO30U/IOB B ISKYJIATE.

Cunopom Knatinghenvmepa

Hambonee yacTo BCTpeUArOIIMMUCS Y MYKUHH aHOMAIUSIMH KapHUOTHIIA, 00-
JUTaTHO MPUBOJAIIMMHU K OECILIONUIO, SABJISIOTCS Pa3IMYHbIE XPOMOCOMHBIE
BapuaHThl cuHapoMma KnaitHdenbrepa— kapuotunsl 47,XXY, 48,XXXY,
49, XXXXY. Jlanapie HapyIIeHUs] KapUOTHIA BCET/Ia COMPOBOXKAAIOTCS TH-
MOTOHAJM3MOM U OTCYTCTBHEM 3pEJIbIX CIIEPMaTO30HMII0B B 3sikyiste. bec-
IUTO/IME BBI3BAHO THAJMHM3AIMEH CEMEHHBIX KAaHAIBICB M a300CHEPMHEH.
3pernbie cepMaTo30M bl HAXOIAT JIUIIb B PENKUAX CIYYasX IPH MO3aUIA3Me
46,XY/47,XXY.
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Krnaccuueckuil ¢enorun cunapoma KnaifH¢penbTepa — BBICOKHH pOCT,
EBHYXOHTHOE TEIOCIOKEHHE C JNTHHHBIMA KOHEYHOCTSIMH, Y3KAMH TICUYaMA
U Ta30M, TOPU30HTAIIBHBIM POCT BOJOC HA JIOOKE, THHEKOMACTHUsl — BCTpeda-
eTcs OTHOCUTENIBHO PeKo. B OOIBIIMHCTBE CIy4aeB Y My>KUMH C BAPHAHTOM
kapuoruna 47,XXY u 0coOeHHO ¢ MO3auYHbIMH (hOpMaMK JaHHOM MaToJO-
UM (PEHOTUIIMYECKHE TPOSBICHUS BBIPAKEHBI HEPE3KO, 3HAYUTEIBHOE KO-
JUYECTBO OOJBHBIX OCTAETCSl HEAMArHOCTUPOBaHHBIM. [10 TaHHBIM METuKO-
TeHETHYECKUX IEHTPOB, YacTOTa BBIABICHHBIX OOJBHBIX C CHHIPOMOM
KnaitHdenbTepa B HECKOJIBKO pa3 HIDKE M3BECTHOHM MOMYJISIIIMOHHON 4acTo-
Thl. J{71s1 GONBUIMHCTBA OONBHBIX XapakKTepHAa MY)KCKas INCHXOCEKCyalbHas
OpHEHTAaIUsA, ToJioBasi GyHKIHS coxpaHHa. OHHM BCTYMaOT B Opak M oOpa-
IIAIOTCS 32 MEAUIUHCKO ITOMOIIBIO JIUIIE TI0 TTOBOXY OECIIONNS, TIPH STOM
JIAJIeKO He BCETJa MX HAIMpPaBJSIOT HA KOHCYJBTAIMIO [€HETHKA, U CHHJPOM
KnaitHdenbTepa ocraeTcs HeIMarHOCTHPOBAHHBIM. EINWHCTBEHHBIM, 00s3a-
TENFHO BCTPEYAIOIMINMCS Y BCEX OONBHBIX MPU3HAKOM SIBISICTCS MUKPOOPXH-
JusM. Sludxku HeOomblIMe, MIOTHBIE, MHOTAA JUIMHON MeHee 2 cM (Bceraa
MeHblIe 3,5 cM). Puck BO3HUKHOBEHUS paka MOJIOUYHBIX xkelne3 B 20 pa3 mpe-
BBIIIIAET TAKOBOW CPEIX 3A0POBBIX MYKUWH (HO B 5 pa3 MEHBIIIE TAKOBOTO Y
JKEHIMH). B HacTosmee Bpemst mpoOneMa OecIioanst y My>KUMH C CHHIPO-
moMm KnaitHdensTepa perraercs ¢ npumeHeHneM metoaos MKCH.

Kapuotunsl, copepkamue Ooiiee 4eM OIHY AOIONHUTEIBHYIO X-Xpo-
MOCOMY, KaK IPaBHJIO, BIEKYT 3a cOOO0H BHIPAKEHHYIO COMAaTHIECKYIO IaTo-
JIOTHIO M YMCTBEHHYIO OTCTaJIOCTh, M OOJIBHBIC PEIKO OOpalaroTcs 3a Io-
MOIIBIO 110 TIOBOAY Oecruromus. Tak Kak XxapakTepHas KIMHUYECKas KapTHHA
cungpoMa KiaitHpenbTepa 00ycloBlieHa HAMYMEM JOMOJHUTEIBLHOU X-
XPOMOCOMBI, MpU TOAO3PEHHM Ha JAHHYIO MaTOJOTHI0 aHAJIU3 IOJIOBOTO
XpOMaTHHA MOKET OBITh JOCTATOYHO HH(POPMATHBHEIM.

Cunopom oucomuu Y

Eme oqauM yacTo BCTpEeYalOMIMMCS BUIOM YHCIIOBBIX aHOMAITMH TOHOCOM Y
MYKUUH SIBISIETCS TUCOMUS Y -XpomMocoMbl — kapuotutt 47,XYY. Hocurenn
TAKOTO KapHOTHIIa B OCHOBHOM (DEpTHIIbHBI, OJIHAKO OECIUIOANEe U aHOMAaIUU
CIiepMaToreHe3a B 3TOW IpyIIE BCTPEYarOTCs Yalle, 4eM B oOLiel momysns-
. TeopeTHUeCKN y MYXXYHH ¢ JUcOMHEH Y TOJOBHHA CIIEPMAaTO30UIOB
JIOJDKHA TakXke ObITh TUCOMHOW (pHC. 5), OAHAKO pealbHO MX 4YacToTa HE
npesbimaetT 10-11%, mockonbKky OCHOBHAs 4acTh aHEYIUIOMIHBIX CIiepMa-
TOLUTOB HE MPOXOINT CIIEPMHUOTCHES.
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Puc. 5. ®opmupoBaHue aHEYIITOUIHBIX
CIePMAaTO30UI0B NIPU CHHIPOME JIUCOMHU Y .

Pesepcus nona y myscuun

Eme ogHoi mpuyrHON a300ciepMUN Y MYKYUH SIBIISIETCSI PEBEPCHS TOIa —
kapuotun 46,XX, cunapom ne ns Ilanens, XX-male, MIM 400045. Cpen-
HUM pocT GONIBHBIX 0KOJIO 168 cM, IponopIuy Tesa He HapylleHbl. Bropuy-
HBIC TIOJOBBIC MIPU3HAKU BBIPAXKCHEI, IICHXOCEKCYaIbHASI OPHEHTALINS MYyX-
CKasi, UHTEJUIEKT B HOpME. EMHCTBEHHO!N NPpUUYMHOM HampaBieHUsS Ha KOH-
CYJIBTAIUIO TCHETHKA ABNIETCA OecIuioue, 00yCIOBICHHOE a300CIIEpPMHUCH.

PeBepcus mona y My 4nH B OONBIIMHCTBE CIIy4aeB OOYCIIOBIICHA TIepe-
HOCOM y4YacTKa KOPOTKOTO Iuieda Y-XpPOMOCOMBI, cofepkamiero red SRY
(Sex-determining Region Y, MIM 480000), na X-xpomocomy. benok, konu-
pyemsriii reHoM SRY, ydacTBYeT B PETYNSAIUHA TPAHCKPUIIIUH T€HOB, pealu-
3ytomux audhepeHIHpoBKy KiIeTok CepToiu U pa3BUTHE SHUYCK.

I'en SRY pacnonaraercsi B IUCTAIbHOM 9acTH KOPOTKOTO Iieda Y-Xpo-
MocoMbl (Jiokyc Ypl1.31), Ha yuacTke, HEMOCPEACTBEHHO MPUMBIKAIOIIEM K
TMICEBI0AYTOCOMHOMY PalfOHy, YTO 0OYCIOBIMBAET BO3MOKHOCTH HEPABHOTO
KPOCCHHTOBEpPA B 3TOM peruoHe (puc. 6). B Takux ciydasx MyTaiusi BO3HU-
KaeT de novo U HOCUT cropafudecKuil xapakrep. B 3Tom ke jokyce Haxo-
mutcst e SHOXY (short stature homeobox) MIM 400020, ytpata KOTOPOTo
00yCIIOBINBAET HU3KOPOCIOCTh psAfia OOIBHBIX ¢ cuHApoMoM e s [lamens.
Onucanbl cioydau, KOTJa OTell SIBJISCTCS HOCHUTENeM cOalaHCUPOBAH-
HOM TpaHCIOKAMA MEXIy X- U Y-XpOMOCOMaMH WM, 3HAYUTEIHHO pe-
JKe, MeXITy Y-XpOMOCOMOW M OJHOM M3 ayTOCOM. B Takmx cimydasx MOXXeT
HaOMIOIaThCsl POXKJIEHUE B OJHON CeMbEe HECKOJIBKUX CHOCOB ¢ peBepcHeit
moJia.
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X derX

XY -unBepcus mona

Puc. 6. ®opmupoBaHue peBepcry Moja B pe3yibTaTe
XY -TpaHcnokanuu.

CmpyxkmypHvle nepecmpouiKu Y-xpomocomwl

I'eHsl, onmpeaemnstone pa3BUTHE M0JIA 110 MY>KCKOMY THITY MM OTBEYAIOLIHE
3a CIEepMAaTOreHe3, HaXOAATCsS B 00OUX IIeuaX OTHOCUTENIBHO KOPOTKOH Y-
XPOMOCOMBEI, TI03TOMY WHTAKTHOCTE Y -XpPOMOCOMEI — HEOOXOIUMOE YCIIOBHE
HOPMAJIBHOTO CTPOEHUS U (PyHKIIMOHUPOBAHUS MYKCKOIl TOJIOBOM CUCTEMBL.
CTpyKTypHBIE TNEPECTPOHKU C YYacTHEM Y-XpOMOCOMBI B OOJIBIINHCTBE
CIly4aeB TMPUBOIAT K HapyIIeHUsIM (epTHIbHOCTH y MyxxunH. Ha pmc. 7
IpPEACTaBJICHb! PA3NUYHbIE BapUAHTBI CTPYKTYPHBIX HEpecTpPoeK Y-XpoMo-
COMBIL.

HekoTopsle 3 3THX niepecTpoek 3aTparuBarot Jokyc AZF (Azoospermia
Factor). Jlokyc AZF nokanmuzoBan B ydactke Yql1.2. B aTom ygactke co-
Jepxutcst 12 reHOB/TeHHBIX CeMENCTB, OTBEUAIOIINX 3a cliepMaToreHes. On-
HakKo B OOJILIIIMHCTBE CIIy4aeB HapylieHusl B JIokyce AZF He omnpeaensoTcs
MOP(OIOTUIECKH, HA CBETOBOM YPOBHE M BEBIIBIISIOTCS JIHIIB C ITOMOIIBIO
MOJIEKYJIIPHO-T€HETUYECKUX METOOB.
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Puc. 7. CtpykTypHBIe aHOMaIIUH Y -XPOMOCOMBI C
BoBieueHueM Jokyca Yql1l (AZF) (mo B. b. Uepupix).

[Tonmpa3nensroT Ha TpU OCHOBHBIX JIokyca AZF — AZFa, AZFb u AZFc
(puc. 8). Mukponenennu AZF MposSBISIOTCS OTKIIOHEHUSMH B CIIEpMOTpaM-
Me Wu3-3a HapyIIEHUs CIepMaTOreHe3a IPH COXPAaHEHHOW SHIOKPUHHON
¢yskun smdek. TsoKecTh TMPOSBICHUS 3aBUCHT OT JIOKAJIHM3ALUH JICIEITHH.
[Tpu Hambomee wacTo BeTpewarommxcs (opsaka 77% cirydaeB) HeNemusx
AZFc MOXeT COXpaHSThCSI OCTATOYHBIM cliepMaToreHes3, U OecIioque Kop-
purupyetcs ¢ nmomombio MerogoB UKCH; manpunku, poXACHHBIE OT TaKUX
OTIIOB, TaKkxe OyayT Oecronnsl. Jlenennn AZFa u AZFb BcTpeuarotes 3Ha-
YUTEJIBHO PEXE M MPUBOIAT K MOJHOMY WK o4aroBoMy CepToyiu-KieTou-
HOMY CHHJPOMY H a300CIIEPMHUHU.

CTpyKTypHBIE TIEPECTPOIKH, BOBIIEKAIOIINE ayTOCOMEI, B OOJBITHHCTBE
CllydaeB NPUBOJAAT K HEBBIHAIIMBAHUIO OEPEMEHHOCTH, HAPYIICHUSM HM-
TUTAHTAIMK, MOBTOPHBIM Heyaadam JKO u poxaeHHio AeTeil ¢ XpoMOoCoM-
HOHU TaTOJIOTHEH, OMHAKO B PSAC CIy4acB MOTYT SIBISITHCS MPUINHONU MYyX-
CKOr'o OecIuIonus.
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LIEHTpoMepa

AZFa ~7%

Yql1.21
AZFb  ~16%

Yql1.23 B AZFc ~TT%

Puc. 8. Jlokycst AZF.

Y Hocureneil poOEpPTCOHOBCKUX TPAHCIOKALUII B Melo03€ TPUBAJIEHT,
00pa30BaHHBIH NEPECTPOCHHOM XPOMOCOMOM W HOPMAaJbHBIMU aKPOLIEHTPHU-
KaMH, HepeIKo 00pa3yeT yCTOWINBYIO aCCOIUAIINIO C TIOJIOBEIM OMBAICHTOM
XY, 4T0 MOKET IPUBOAMTH K OJIOKY Meii03a M HapyIICHHUIO CIIepMaTOreHe3a.
CriepMaTO30UbI C XPOMOCOMHBIM AMCOATaHCOM, 0Opasyromuecs B pe3yiib-
TaTre Melo3a y HOCHUTENEH PEIMIPOKHBIX TPAHCIIOKAUNA, MOTYT aHOMAalbHO
MIPOXOIUTH CIIEPMUOTEHE3, B PE3YNIbTaTE YeT0 BO3HUKAET JINOO TepaTocIep-
MUsl, THOO CHUKEHHAs 4acToTa 3pelbix (PopM CrepMaTO30MAO0B B DAKYIISTE.
[Ipu sToM MOkeT HaOIMrONATHCS CHIDKEHHE (epTmibHOCTH. Kpome Toro, B
psize ciydacB MOXKET IPOUCXOIUTH OILIOAOTBOPEHHE CIEPMATO30UAAMH C
XPOMOCOMHBIM JTucOaIaHCOM, HO SMOPHOHBI MTOTMOAIOT HA PAHHHUX CTaTUSIX
sMOpHOTeHe3a, YTO KIMHIYECKH BHITIBIINT KaK OecIuIonue.

Brusiare nHBEpCcHiA 3aBUCUT OT MX JIOKAIHM3AIIUH U MPOTSDKEHHOCTH, Ta-
paueHTpudeckre (He BOBIIEKAIOLIHE EHTPOMEPY) U KOPOTKHE MEePHUILICHTPH-
yeckHe (3axBaTbIBAIOLIME 00a IIeYa XPOMOCOMBI) MHBEPCHU OOBIUHO HE
OKAa3bIBAIOT BIMSHUS Ha (DEPTHIIEHOCTD, TP MPOTSHKCHHOCTH WHBEPCHU 00-
nee 50% UIMHBI XPOMOCOMBI Oecriogue HaOmromaeTcss mpuMepHo B 12%
CIIy4aesB.

OcHnosHble MOHO2EHHbLe NpUdUHbL azoocnepmuu

PeBepcusi mona, oOycioBIIeHHass MyTalMsIMH B TeHe AR — aHAporeHpesu-
CTEHTHOCTb, BCTpEUaeTCs KaK y *KEHIIMH, TaK M y MyXX4HH. Bcero usBecTHo
6onee 300 myTanuil B TaHHOM TeHE, NP PsJC U3 HUX PEBEPCUM IONa HE
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MPOUCXOMANT, COXPAHAETCS MYKCKOH (DEHOTHII, U MyTalus MpOsBISAETCS B
(dopmax CHHOPOMA YaCTHYHOH HEUYBCTBUTEIBHOCTH K aHAPOTEHAM, C rep-
Ma(poOAUTH3MOM MM TPEUMYLIECTBEHHO MYXCKHMH T'€HUTAJIUSIMH (CHH-
npom Peiienmreiina, MIM # 312300), 100 cuHApOMa yMEPEHHOMN HEUyB-
CTBHUTEIFHOCTH K aHAPOTCHAM C MY>KCKUMH TCHUTAIHAMHI. B 000mx cirygasx
Juisi OOJIBHBIX XapaKTepHBl HapylIeHHs CIIepMaToreHe3a W BHPHIM3AIWH,
THHEKOMACTHs. PenpoayKius MOXET OCYIECTBISITHCS TOJBKO C HCIONbB30-
BanneM metonos BPT.

Eme omHOM pacnmpocTpaHeHHON TEHETHYECKOH NPHUYNHOM MYKCKOTO
Oecrogus aBnsoTcs Mytauuu B rene CFTR (MIM 602431) — tpancMem-
OpaHHOM pETYIATOpE MYKOBHCIIHI03a, JIOKAM30BAaHHOM B XpOoMocoMme 7
(7931.2). D10 NPOTSHKEHHBIN TE€H, B KOTOPOM omrcano 6omnee 1000 MmyTarmid.
PenieccuBHBIE TOMO3WTOTHI O OONBIIMHCTBY MYyTalWii M KOMIAyHI-
TETEPO3UTOTHI IO «TDKEITBIMY) MYTALUSAM CTPamaloT MyKOBHCHIHI030M. bo-
aee 4eM y 95% MyXIMH ¢ MyKOBHCHHIO30M HaXOISIT OOCTPYKTHBHYIO a30-
OCIIEPMUIO U BPOXKICHHOE JIBYX- WJIM OJTHOCTOPOHHEE HapyIIEHUE MPOXOAHU-
MOCTH CEMSBBIHOCSIIUX IPOTOKOB. YacTh KOMITAyH/I-T€TEPO3UTOT TIO «MST-
KAM» MYTaIiisIM HMEIOT OOCTPYKTHBHYIO a300CTIEPMHUIO EIHMHCTBEHHBIM
nposiBiicHHeM 3a0oseBaHusi. CrepMaToreHe3 y TakuxX OONBHBIX COXPAaHEH U
BO3MOXHO ucnons3zoBanue MKCU. Crenyer o0s13aTeIbHO NOMHHUTE O PUCKE
MYKOBHCIHI032 Y TIOTOMCTBAa TaKHX MY)KUYHH U MPOBOAUTH T€HETHIECKOE
TECTUPOBAHKE CYNPYTH Ha HOCUTENbCTBO MyTaruii B reae CFTR.

Ha puc. 9 npuBeneHa cxema IeHETHUECKOT'O 00CIEIOBAaHUSA MYXUHH C
HApYIICHUSIMH PENPOIyKTUBHON (PYHKIIHH.

CIIEPMOI'PAMMA

ACHepMI/IH, a300CTICpMUs, TsKEIas OJIUTOCIICPMUS

—

Kapuorunuposanue MuxkpoieneinoHHbIN aHaIu3
nokycoB (AZF)

BrisiBnenne Mmyranmii B TeHe
CFTR

BrisiBnenue Myranuii B reHe
AR

OrmnpeziesicHIE MEKTKAaHEBOTO
mo3annusma (FISH)

Puc. 9. Cxema reHeTHYeCKOro 00CIeJOBaHUS MY>KYHH C HAPYILICHUSIMHU
PEeNpOaYKTUBHOM (PYHKIIHH.
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I'EHETUYECKHWE ITPUYHUHDbI
HEBBIHAIIIMBAHUSA BEPEMEHHOCTH

K HapymeHusiM penpoayKTUBHON (QYHKIHH, TIOMHUMO OECIUIOAMS, OTHOCUTCS
W HeBbIHamMBaHWE OepeMeHHOCTH. CyIECTBYET LENBINH P TeHETHUECKH
00ycnoBIeHHBIX (DaKTOPOB — TOPMOHANBHASI HEAOCTATOYHOCTh, UMMYHOJIO-
TUYecKre KOH(IIUKTHI, TPOMOODMINU U JIp. — MPEMSITCTBYIOMIUX MPOJIOHTH-
pOBaHHIO OEPEeMEHHOCTH 37I0POBBIM IIOJIOM. B JTaHHOM MOCOOMH MBI OCTa-
HOBHUMCS JIMIIb HAa MPEPHIBAHUU OEPEMEHHOCTH, CBA3aHHOM C T€HETUYECKU-
MU, TPEXKJIE BCETO XPOMOCOMHBIMHU, AHOMAJIUSIMH Y TIJI0/1A.

OmmbKkHy B Tpoliecce Melo3a, FTeHOTOKCHYECKOE U TepaToreHHoe JIEeHCT-
BHE (paKTOPOB BHEIIHEH Cpejbl, HOCHTEIHCTBO MOHOTCHHBIX 3a00JIEBaHUI 1
cOaaHCUPOBAHHBIX XPOMOCOMHBIX MEPECTPOEK POAUTENIEM HIIN POAUTENISIMU
MPUBOANT K HEW30€KHOMY BO3HHKHOBEHHIO OCPEMEHHOCTEH TI'€HETHYCCKU
AHOMAJIbHBIMH 3apOIbIIITAMH.

HeBbiHammMBaHue OepeMeHHOCTH KaAK MeXaHU3M 0TOopa
NMPOTHUB reHeTHYeCKH HeMOJIHOLEHHbIX IMOPHOHOB

CroHTaHHOE TIpephIBaHHE OEPEMEHHOCTH SBJSICTCS OJHUM W3 OCHOBHBIX
MEXaHHU3MOB €CTECTBEHHOTO OTOOPA Y YEJIOBEKA U MPETSTCTBYET MOSBICHUIO
OOJIBHBIX M TCHCTUYCCKHM HEIOJIHOICHHBIX neTeil. Kak m3pectHo, no 15%
BCEX KIMHHYECKU PACIIO3HABACMBIX OEPEMEHHOCTEH CITOHTAHHO TPEPhIBACT-
cs Ha cpoke g0 20 Hen OEpeMEHHOCTH, MPHU TOM MPUMEPHO IMOJIOBUHA U3
HUX HMEET XPOMOCOMHBIE aHOMaluu. B ucclenoBaHMAX, BKIFOYAIOLIMX
TOJIKO BBIKHIIBIIIH, MMPOU3OIICNINE B TIEPBOM TPUMECTPE OCpEMEHHOCTH,
9acToTa XpOMOCOMHEIX aHOMANHH cocTaBisieT 6omee 60%.

MexaHu3Mbl, 00€CTeYHBAIOIINE POXKIECHHE 3A0POBOTO TMOTOMCTBA,
BKJIIOYAIOTCSI €II€ Ha MPE3UTOTHUYECKOW CTaluu. Y MYKUWH 3HAUWUTENbHAs
4acTh COJEpPXKAIIUX XPOMOCOMHBIH JUCOATaHC CIIEPMATO30HI0B HE MPOXO-
JIUT CTAJUI0 CIIEPMHOTEHE3a U HE YYaCTBYET B OIUIOAOTBOpeHHHU. JKEHCKHIA
Mei03 3aKaH4YMBAETCs TOJIBKO TOCJIE OIUIOJOTBOPEHUS, U CEJIeKIHs TeHEeTH-
YECKH HETMOJHOIIEHHBIX OOIMTOB MeHee 3¢ (dekTnBHa. CUnTaeTcs, YTo K MO-
MeHTy orutogotrBopeHust 10 40% oomutoB m 1o 10% cmepmaro3oumoB co-
Jiep>KaT BO3HUKIIKME B MPOIEcce Mei03a XpOMOCOMHBIE aHOMAJIUH, TTPUMEp-
HO 30% OTTOIOTBOPEHHBIX 3UTOT SBIISIFOTCS] aHOMAaTbHBIMH.

B mporiecce apoGiieHHsT 3UTOTHI MOTYT BO3HHKHYTH JTOTIOJTHUTEIIBHBIC
XPOMOCOMHBIE TIEPECTPOUKH, O0OYCIIOBICHHbIE MUTOTHYECKHUM HEPACXOXKIe-
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HHUEM, U Ha TPEThH CYTKH 4acTOTa aHOMaJIbHBIX SMOPHOHOB pocturaet 50%.
Bornpmast 9acTe 3THX aHOMAaIBHBIX SMOPHOHOB HE MMIUTAHTHPYETCS, W K-
HUUECKH JUArHOCTHpyeMas OepeMEHHOCTh He HacTymaeT. B nanbpHeiimem
aHOMAaJIbHbIE SMOPHOHBI MPOJOKAIOT NUMHHUPOBATHCS, U CPEAU HOBOPO-
XKJICHHBIX 9aCTOTa XPOMOCOMHBIX MEPECTPOEK COCTABIET JIUIIb OKOIO 2%
(puc. 10). YacToTa BCTpEe4aeMOCTH aHOMAIBHBIX KAPUOTUIIOB IIPU HEBBIHA-
MIMBAaHUM KOPPETUPYET CO CPOKAMU MpephIBaHUS OEpEMEHHOCTH U C BO3pac-
TOM MaTepd. UeMm paHbIe IpephIBaeTCs MM 3aMHPaeT OEpeMEeHHOCTh, TEM
OosbIiee KOTMYIECTBO abOPTYCOB HECET XPOMOCOMHBIE IepecTpoiku. Taxk,
IpU CIIOHTAHHOM IPEPHIBAHUU OEPEMEHHOCTH B 6—7 HEJl 4acTOTa XPOMO-
COMHBIX aHoManuii gocturaet 70%, B To BpeMs Kak mociie 16 Heq OepeMeH-
HOCTH 3TOT TMOKa3aTeNb cocTaBisieT b 17%, a mocie 20 Hex — HE TPEBHI-
maet 3—-5%.

20-40% oouuTsl 10% cnepmaTo30Uabl

/

30% 3urotst
50% TpexaHEeBHBIE SMOPHOHBI
10% I TpumecTp GepeMeHHOCTH

2% HOBOPOXKJICHHBIE

Puc. 10. XpoMocoMHbIe aHOMAIUU B SMOpHOTeHE3eE.

YacToTa XpOMOCOMHOH HATOJOTHH TIPH HEBHIHAIIMBAHWK BO3PACTAET C
YBEJIMYEHUEM BO3pacTa MaTepu. Y JKEHIIMH CTapIlero penpoayKTHBHOIO
BO3pPAcTa 4YacTOTa XPOMOCOMHBIX aHOMAJIMH KaK MPHYMHA CTIOHTaHHOTO TIpe-
prIBaHHsST OEpEMEHHOCTH Ha paHHHX Cpokax mpesbimmaeT 80%. OcHOBHOM
MPUYUHON 3TOTO SBJICHUS SBISIETCS YBEIMUYEHHE YaCTOTHI TPUCOMHBIX 3aya-
THH C yBEIMUYCHUEM BO3pacTa MaTepH. Bce ocTambHBIE THITBI XPOMOCOMHBIX
HapYIICHUH, BEIBISIEMBIC IIPH CIIOHTAHHBIX a00pTaX, HE 3aBHCAT OT BO3pac-
ta Marepu. Cienyer OTMETHTbh, YTO 10 HEKOTOPHIM AaHHBIM 3P (EKT pe3ek-
MU YacTH SWYHMKA MPUOTU3UTENLHO paBeH 3(P(eKTy CTapeHHs W TaKkKe
TIPUBOINUT K OTHOCUTENEHOMY YBEIHUICHHUIO YNCIIa TPUCOMHBIX 3aUaTHH.

CtpykTypa XpOMOCOMHOW MATOJOTHH TMPH PENpPOLYKTHBHBIX TMOTEPSX
cTaOuibHA, MPU 3TOM 3HAYUTENbHAS YaCTh XPOMOCOMHBIX aHOMAJIMH, TpH-
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BOISIINX K HEBBIHAIUBAHUIO OCPEMEHHOCTH, HUKOT/IA HE BCTPEYACTCS Y
HOBOPOXIICHHBIX. B Ta0i. 4 mpuBemeHa dYacToTa HamboJiee YacTo BCTpe-
YAFOUXCS TIPY HEBBIHAIIUBAHUN XPOMOCOMHBIX aHOMAITHH.

Tabnuna 4
CTpyKkTypa XpOMOCOMHO# MATOJOTMHU CpeIu
IMTOreHEeTHYECKH AHOMAJILHBIX 200PTYCOB
ITaTonorus UYacrota BcTpeuaeMocTH, %
Tpucomun 61,7
W3 Hux:
+16 21,8
+22 17,9
+21 10
Tpurmmonanm 12,5
Terpamnounuu 9,7
Monocomus X 11,4
CTpyKTypHBIE aHOMAIIUN 4,7

Bonburyro yacTh COCTaBISAIOT pa3IUyHble TPUCOMHUHU, IPUUYEM TPUCOMMS
o xpomocome 21, HanboJsee yactasi y HOBOPOXKJCHHBIX, COCTaBJISET U3 HUX
mumb 10%, B TO BpeMsi kKak HamOoJiee 4acTo BCTpedaromascs y abopTycoB
TPUCOMHS TIO XpoMocoMe 16 HecoBMecTHMa C KU3HBI0. OTMEYaroTCs TakKe
AHEYIJIOUANU TI0 HECKOJBKHM ayTOCOMaM, TaKXKe MPAaKTHUYECKH HE BCTpe-
YaloLMecss Y HOBOPOXJICHHBIX. [lpyroit uactoif ¢(opmoil XpOMOCOMHBIX
AHOMAJIMH TIPU CIIOHTaHHBIX a00pTaX SBIAIOTCS TPU- U TETPAIUIOWINA. DTH
aHOMAaJIMM B HEMO3aWYHOH (popMe NMPAKTUYECKU HE BCTPEUAIOTCSl y HOBOPO-
JK/ICHHBIX, OMHUCAHBl JMIIb €AVHUYHBIC CIIydad, IpUYeM AETH ObLIM JHOO
MEPTBOPOXKICHHBIMH, JTHOO TTOTHOATH B TEUCHHE HECKOIBKHUX CYTOK IOCIE
ponoB. MHTEpeCHO OTMETUTb, YTO CYIIECTBEHHYIO IOJII0 XPOMOCOMHBIX
aHOMaJINH, MPUBOJSIINX K CIIOHTAHHBIM abOpTaM, COCTABISIOT MOHOCOMMU
no X-XpoMOCOMe, XOTsI 3Ta aHOMaJIusl U HE BbI3BIBAET TSDKEJIOW coMaThyie-
CKOU TaTOJIOTHH, U HOBOPOXKJIEHHBIE ¢ KapHOTHUIIOM 45,X MMEI0T HOpMab-
HYIO )KH3HECIIOCOOHOCTb.

B cBsi3m co CTONB BBICOKOM HYAaCTOTOW XPOMOCOMHBIX aHOMAIMK TPH
paHHUX BBIKMIBIIIAX BCTAET BOIPOC O MPOrHO3MPOBAHMM HMCXOJOB IOCIE-
JOYIOIMUX OepeMEHHOCTEH y JKEHIUH U PUCKE POXKICHUS y HUX peOeHKa ¢
XPOMOCOMHOMW TTATOJIOTHEH.

3HaHNE 0 XPOMOCOMHBIX aHOMAIIUSX y a00OpTyca 3HAUUTENBHO YITydIIaeT
MPOTHO3MPOBAHNE U MOMOTAET BBIOPATh BEPHYIO TAKTUKY NPHU BEACHUH IO-
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cnenyromux OepemenHocteil. O0cnenoBaHue MO MOBOJY HEBBIHAIIMBAHUS
HEJTb3sl CYUTATH JOCTATOYHBIM ITPH OTCYTCTBHH JAHHBIX O KAPHOTHIIE IJI0MA.

HopmaneHnsiit
KapHOTHIT _
Poautensckuit
¢axrop
CprKTypHLIe /
aHOMAJIHH
YucmoBsie CrnyvaiiHoe
aHOMAJIHK COOBITHE

Puc. 11. XpomocomHbIE aHOMaINY TIPY HEBBIHAIITBAHIH
OepeMEeHHOCTH.

Ha puc. 11 npencraBneHsl BapHaHThl KapUOTUIIOB abopTyca MpH IUIOM-
HOM M POJUTEIbCKOM (paKTopax mpepbiBanus OepemeHHocTH. Hamboiee
ONaronpuATHBIM, KaK 3TO HU Ka)KETCSI CTPAaHHBIM Ha TIEPBBIN B3TJIS, SBISCT-
s BBIIBIIEHHE YMCIIOBOM aHOMaJIMU. B 3TOM citydae XpoMOCOMHAasi aHOMaJTust
B OOJIBIIMHCTBE CIIy4aeB SIBJSETCA CIy4alHBIM COOBITHEM, U TIOCIEIYIOIIAs
0epeMEeHHOCTh MOXKET IUTaHHPOBATHCS 0€3 JOTONHHUTENBHBIX CHEIHATBHBIX
00ciIeqOBaHNUIA.

HopwMmanbnblii kapuotun abopryca TpeOyeT AOMOJHUTEIBHOIO THHEKO-
norudeckoro oOcrienoBanus. [IpudauHBI TpeprIBaHST OEPEMEHHOCTH MOTYT
OBITH CBSI3aHBI C HAJTMYMEM aHATOMHYCCKUX, SHIOKPUHHBIX, MH()EKITNOHHBIX
WIM MMMYHOJOTHYECKUX (DakTopoB. CTPyKTYpHBIE XPOMOCOMHBIEC MEpe-
CTPOUKH MOTYT BO3HHKATH de 70vo, HO B OOJIBIIMHCTBE CIIy4acB BO3HUKAIOT
MIPH Cerperamnuy cOaTAaHCHPOBAHHOW XPOMOCOMHOMN TEPECTPOHKH y OIHOTO
U3 poauTeneld. BriaBneHne cTpyKTYpHOH aHOMaluu B aDOPTHOM MaTepuaie
TpeOyeT 0053aTeIbHOr0 KApUOTUITUPOBAHHS 000MX pOAUTENEH.

K coxanenmto, muToreHeTHIeCKoe o0cienoBanrne abOpTHOTO MaTepHaa
MIPOBOJIUTCS Jalieko He Bcerna. B aTux ciyyasix moka3aHueM JUis Harpasiie-
HUSl pOIUTENIeH Ha KOHCYJNbTAIIUIO TEHETHKA U ITUTOT€HETHYECKOe HUCCIeo-
BaHHE SBILICTCS HAMUWE NBYX M OoJiee CIIOHTAHHBIX BBIKHIBIIICH Ha paH-
HEM CpOKE.

PoJb cOasiaHCMPOBAHHBIX XPOMOCOMHBIX IEPecTPOeK
B HeBBIHALIMBAHUM OepeMeHHOCTH

Yame Bcero NMpUYMHON NPHUBBIYHOTO HEBBIHAMIMBAHUS SIBIIAETCS HAIWIHE
cOaaHCHPOBAHHON XPOMOCOMHOMN MEPECTPONKH y OAHOTO W3 POXUTEICH.
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[NomynsnuonHast 4acTOTa HOCHTENbCTBA COANTaHCUPOBAHHBIX XPOMOCOMHBIX
abeppanuii coctaBisier 1:400, ciie0BaTeIbHO, CYNPYKECKHE Maphl, B KOTO-
PBIX OIWH M3 MapTHEPOB SBISIETCS HOCHUTENEM COalaHCUPOBAHHOW XpOMO-
COMHOI TepecTpoiKH, BCTpedaroTcest ¢ yactoTtoi mpumepno 1/100-200. Ha-
augre cOaNaHCHPOBAHHOW IEPECTPOKH HE OKa3bIBA€T HUKAKOTO BIIMSTHU
Ha (PEHOTHIT HOCUTENIEH, 1 OHM MOTYT IepeiaBaThCsl U3 MOKOJIEHHUS B ITOKO-
JIeHWe, MPOSIBIISIACH JIMIIG B YBEJIMUEHUH YUCIIa HEyJauyHbIX OepeMeHHOCTeH
B CEMBE.

IluroreHeTndyeckoe 0OCIEIOBaHKUE CYNPYKECKHUX Tap ¢ JAByMs U Oolee
CHOHTaHHBIMU abopTamu B I Tpumectpe G6epemeHHOCTH B 9-17% ciyuaes
BBISIBJIICT HAJTMIHE XPOMOCOMHBIX aHOMaJIMII y OHOTO U3 POJHUTEINCH.

Ponb mpanczzoxauuﬁ 6 HesblHaulueaHuu 6€p€M€HH00mu,
pPeyunpoKkrnvle mpanciokayuu

Cpemn cOanaHCHPOBAaHHBIX CTPYKTYPHBIX IIEPECTPOCK OCHOBHAs IO, HE
MmeHee 50%, TpUXoAUTCS Ha PELUIIPOKHBIE TpaHCcIoKauu (puc. 12).

Ha puc. 13 npuBeneHa cxema BO3MOXKHOM Cerperalyu B Meio3e MpH HO-
CHUTEJBCTBE PEIHITPOKHOIN TPAHCIOKAIMK OJHUM M3 POIUTENEH M KapHOTH-
OB OIUIOIOTBOPEHHOM 3UTOTHI.

1 | 2 [ 3 | 4 ‘ 5
BB B B = & | %
ENREBBENMELNERE
F 2% 5 S B v
! A |
6 | 7 | 8 | 9 | 10| 11| 12
e e | I &8 & & % &
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| | | | | |
| | | ! | |
13 | 14 | 15 | 16 | A7 | 18
. | 2 Ale @ |
g 88 B ¥ 8 N
| | | 4 |
_____ I N
19 | 20 | | 2 | X
| | - .
® | \ | g8 &
\ | |
| | |

Puc. 12. Perumpoxnast Tpancmokammst 46,XX,
t(2;3)(q31;p23).
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Puc. 13. Cxema BO3MOXHOM cerperanuy B Meilo3e 1 KapHOTHUIIbI IUI0JA
IIPU PELUNPOKHOHN TPaHCIOKALUH.

Teopermuecku B 25% cimydaeB OymeT HOpMaNbHBIH KapHOTHIL, B 25% —
cOaaHCHpPOBAaHHBIM KapHOTHII; 00a BapHaHTa NMPUBOIAT K HOPMaNbHOU Oe-
PEMEHHOCTH 310pOBBIM II0JI0M. B 50% ciyuaeB HecOalaHCUPOBaHHBIN Ka-
PHUOTHIT TIOBJIEYET 32 COOOH HEBBIHAIIMBAHNE OCPEMEHHOCTU WM POXKICHUE
pebeHka ¢ XpoMOCOMHOIT Oone3HbI0. B efiCTBUTETFHOCTH, B 3aBICHMOCTH
0T TOT0, KaK1e€ XpOMOCOMBI BOBJICUEHBI B TPAHCIOKAIIHIO, @ TAKXKE OT pa3Mme-
pa TPaHCIOIMPOBAHHOTO CETMEHTA, MOTYT BO3HHKATh IONOJIHUTEIHHEIC
AaHOMAJIMH TIOBENICHHUS XPOMOCOM B Meio3e. B 3aBUCHMOCTH OT HaCHIIIIEHHO-
CTU T€HaMU TPAHCJIOLUPOBAHHOIO YYaCTKa MOXKET YBEIMUYUBATHCS JHOO
PHCK TIOBTOPHOTO BBIKHJBIIIA, JIMOO PUCK POKICHHUS OOJBHOTO peOCHKA.
Hampumep, Hanvuue y OJXHOTO U3 POJUTENCH cOATaHCHPOBAHHON TpPaHCIIO-
karuu t(5;15)(p10;q10) TeopeTndyeckn MOXKET MPUBECTU K CIEAYIOIUM HC-
xonaM OepemeHHOCTH: B 50% ciiyuaeB BO3MOXHA O€PEMEHHOCTh 3/I0POBBIM
I10/10M, B 25% — CTIOHTAHHBIA BBIKUABIII U B 25% cirydaeB — poxKIaeHHE pe-
OCHKA C CHHPOMOM «KOIIIAYbEro KPUKay.

PeanbHbIil pUCK POXICHUSA XHU3HECHOCOOHBIX JeTeil ¢ HecOamaHCUpO-
BaHHBIM KapuoTunoM MoxkeT pocturath 40 %. Kpome toro, cyuectBeHHOE
3HAYCHUE HMMEEeT II0JI HOCUTENSl PELUNPOKHOW TpaHciokauuu. B cimydae
MYCKOTI'0 HOCHTENIbCTBA SMIIMPUUECKUN PUCK POXKJICHHUSI OOJIBHOTO pebeHKa
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MEHbIIIE, YeM B ClIy4yae HOCUTEIhCTBA TPAHCIOKALUK MaTephblo, OJHAKO MO-
BBIITAETCSI PUCK OECIUIONVS WM TPHBBIYHOTO HEBHIHAIIMBAHHSA, UTO IIOJI-
TBEPKJAeT BIUSHIE XPOMOCOMHBIX abeppaliii Ha mpolece criepMaToreHesa,
KOTOPOE MPUBOJUT KaK K CHUKEHHIO CIIEPMONPOIYKINH, TaK W, BO3SMOXHO,
K 00pa3oBaHMIO (YHKIIMOHATHHO HETOIHOIEHHBIX TaMET C XPOMOCOMHBIM
nucOaIaHCcoM.

HocurenbcTBo cOanaHCHPOBAHHBIX TPAHCIOKALMH HE HCKIIOYaeT BO3-
MOYKHOCTH POXKICHHUS 30POBOTO peOeHKa, OHAKO B CITydae MIOBTOPHBIX He-
yIa4HbIX OepeMeHHOCTel MeToIoM BhiOopa sBisieTcs DKO ¢ mpenMIuiaHTa-
[IMOHHOM TMarHOCTUKOM JJIsi UCKJIFOUEHHS NepeHoca B MaTKy 3MOpPHUOHOB C
HecOalaHCHPOBAaHHBIM KapHOTHITOM.

Heromomormuasie poOepTCOHOBCKHE TPAHCIOKAITHN

Eme ogaum vacto Berpeuatommmces cpenu (1,25 va 1000) Tunom coanaHcu-
POBaHHBIX  TIEPECTPOEK  SABIAIOTCA  POOEPTCOHOBCKHE  TPAHCIOKAIMH
(puc. 14), — pe3ynpTaT HEHTPOMEPHOTO CIUSHUS ABYX aKPOLEHTPUYECKHX
XPOMOCOM.

VY denoBeka BO3MOXHBI 15 pPa3IHUHBIX BapUaHTOB POOEPTCOHOBCKUX

TpaHciokanmuid  (puc. 15), 4dame BCero BCTPEYAIOTCS — TPAHCIOKAIHMH
t(13qg;14q) — 33%, t(14q;21q) — 30% u t(21q;21q) — 17%.
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Puc. 14. PoGepTcoHOBCKask TPaHCIOKAIUS
45,XY,1(13;14)(q10;q10).
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Puc. 15. OTHOCUTENBHAS BCTPEIaEMOCTh PA3THIHBIX
BUJIOB POOEPTCOHOBCKUX TPAHCIIOKAIUH.

B ciydae poOGepTCOHOBCKUX TpaHCIOKAIMi HEOOXOAMMO pa3iuyarh JiBa
THUIAa — HETOMOJIOTHYHEIE ¥ TOMOJIOTHYHBIC — TPAHCIIOKALNH, 00pa30BaHHBIX
COOTBETCTBEHHO CIUSHHEM XPOMOCOM M3 Pa3HBIX Map WU Mapbl TOMOJIOTOB.
Ha puc. 16 mpeacrasnena cxema 00pa3oBaHUsl TaMeT Y HOCUTEIS HETOMOJIO-
THYHOH poOEpPTCOHOBCKOM TPAHCIOKAIIMY W BaPHAHTHI 3UTOT TIOCTIE OILIOMNO-
TBOPEHHSI HOPMAJBHBIMU TaMeTaMH. B 3aBUCHMOCTH OT THIIAa CeTperamuu
o0pa3yroTcsi 2 BapuaHTa reHeTHYecKH cOaJaHCHPOBAaHHBIX raMeT (oJHa ¢
MepeCTPOHKON W OJHA ¢ HOPMaJbHBIM HA0OPOM XPOMOCOM) M 4 BapHaHTa
HecOanmaHCHPOBAaHHEIX rameT. HecOamaHCHpOBaHHBIE TaMETHI B CIydae OIl-
JIOJIOTBOPEHUSI TPUBOJAAT JTUOO K MOHOCOMHH, JIETAIBHOW YK€ Ha paHHUX
CTausX, MO0 K TpUCOMUHU, (DEHOTUTTUYECKHE MTPOSBICHUS KOTOPOH 3aBUCAT
OT MIPHUPOBI JIUIITHEH XPOMOCOMEI. PeanbHoe cooTHOMIEHNE cOaaHCHPOBaH-
HBIX U HecOaTaHCHPOBAHHBIX raMeT CYIIECTBEHHO OTJIMYAeTCsl OT TEOpeTH-
Yyecku oxupaeMoro. Yactora HecOaTaHCUPOBAHHBIX CIIEPMATO30UIOB CO-
craBmsier 9%, a dHacToTa COAIIAHCHPOBAHHBIX CIEPMATO30MAOB IOYTH B
2 pasa TPEBBIIIAET YaCTOTy CIIEPMATO30UJ0B C HOPMAIBHBIM KapUOTHUIIOM
(cootBercTBeHHO 40% U 21%).
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Puc. 16. Cxema 00pa30BaHHs TaMET Y HOCUTEJIST HETOMOJIOTHYHOM
POOGEPTCOHOBCKOM TPaHCIOKALUY U BAPUAHTBI 3UTOT 110CIIE
OIIOIOTBOPEHUSI HOPMaJIbHBIMHU FAMETaMH.

[TocmencTBus HOCHTENBCTBA POOCPTCOHOBCKOW TPAHCIOKAIIMH CHIHHO
pa3nMYaloTCcs KakK OT MPUPOABI BOBJICYEHHBIX B TPAHCIIOKAIMIO XPOMOCOM,
TaK ¥ OT ToJIa HOCUTENs. TPUCOMUM U MOHOCOMHH TI0 Xpomocomam 14 u 15
HECOBMECTHMEI C JKU3HBIO, IO3TOMY BO BCEX CIIydasX XPOMOCOMHOTO IHIC-
OayaHca 1o ATUM XpoMocoMaM OepeMeHHOCTh OyneT nmpepsiBaThes. [Ipu Ho-
cutenbctBe der(14;21) y Matepu pHUCK pOXICHHS peOCHKA ¢ TpaHCIIOKAIlH-
oHHoU (opmoii 6one3nn Hayna mocrturaer 10-15%, Torma kak mpu OTIOB-
ckoM HocutenscTe der(14;21) ciryuan HecOaTaHCHPOBAHHOTO KapUOTHIA Y
MOTOMCTBA HE 3aperucTpuposassl. B To xe Bpems der(13;14) nacnenyercs
HE3aBHCHUMO OT POAUTEIHCKOTO MPOUCXOKICHUS U OOHAPYKUBAETCSI TOIBKO
B cOayaHCHpOBaHHOM KapuotHre. B nenom oOpaimaer Ha ceOs BHUMaHUe
SIBHOE TIpeo0IIalaHe B TIOTOMCTBE HOCHTENEH IUI0JIOB ¢ pOOEPTCOHOBCKHMHU
TPaHCIIOKAIUSIMH HaJl IUIOAaMH ¢ HOPMAJbHBIM KapuoturoM. Ilpu sTom Ha-
CIIEIOBaHNE TPOIYKTOB IEHTPHUECKOTO CIUSHHS MIPOMCXOIMT daIle, KOrna
HOCHTEJIbHUIIECH NepeCTPONKH SBISIETCS MaTh.

BaxxHoii 0COOEHHOCTBIO TIOBEJICHHSI pOOEPTCOHOBCKUX TPaHCIOKAIMHA B
CIIepMaTOTeHe3¢ SBIISETCS ACCOIMAINS TPHUBAJICHTA C MOJIOBBIM OMBAJICHTOM
XY.

Hepenko takas ycroiynBas acCcOUMaIUs MPUBOJAUT K OJOKY Meilo3a H
COIIPOBOKIIACTCS BEIPA)KEHHBIMH HAPYIICHUSMH CIIEpMaTOTeHe3a, YTO SBIIS-
eTCsl TIPUYMHON OeCTUIONUSI WIIM CHIDKeHUS! (pepTHIBHOCTH y 3HAYMTENILHOM
YacTH MYXXYHH — HOCHUTENEeH pOOEPTCOHOBCKUX TPAHCIOKAIHH.
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I'omonornuHble poOEPTCOHOBCKUE TPAHCIIOKAIIN

Hanuuue y omHOrO M3 poauTelnieil rOMOJIOTHYHONH pOOEPTCOHOBCKOM TpaHC-
JIOKAIIMK MOXKET MPUBECTU K a0COIIOTHOMY HEBBIHAIIMBAHUIO OEPEMEHHOCTH
100 K BO3MOXKHOCTH POXKIEHHsI TOJIbKO O0JIbHOrO pedenka. Cieayer oTMe-
TUTh, YTO B OTVIMYME OT OOBIYHBIX CTPYKTYPHBIX HapyIICHHH KapHUOTHIIA
PHUCK TIPU TOMOJIOTHYHBIX pOOEPTCOHOBCKHUX TPAHCIOKAIUAX HE 3aBHUCHUT OT
TOT0, KTO U3 POJUTENIECH ABISETCS HOCUTEIIEM.

B 3aBucHMOCTH OT TOTO, KaKH€ XPOMOCOMBI BOBJIEUCHBI B TIEPECTPOHKY,
TPOSIBIICHUSIMH TAKOTO POJla aHOMAJIMIT XpPOMOCOM SIBJISIOTCS THOO HEBHIHA-
IMBaHUE OEPEeMEHHOCTH, JINOO POXKACHUE JIeTeld ¢ XPOMOCOMHOM MaTOJNIOTH-
eii. Ha puc. 17 BUIHO, 4TO B TaKHX CIIydasx HEBO3MOXHO ()OPMHpPOBAHHE
HOPMAJIBHBIX TaMET, OHU BCer/Ia OyAyT UMETh JTHOO0 H30BITOK, JINOO HETOCTA-
TOK TEHETHYECKOT0 MaTepuaia.
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TpUCOMUS MOHOCOMMSL

Puc. 17. Tomonornutasi poOepTCOHOBCKAst TPAHCIIOKAIIHS.

O0a BapuaHTa SIBJISIOTCS HECOBMECTUMBIMHU C JKH3HBIO, €JINHCTBEHHOM
BO3MO)KHOCTBIO POSKACHUS 3I0pOBOTO peOEHKA B TAKOW CEMbE SBIICTCS IKC-
TPAaKOPHOPATIBHOE OIUIOJOTBOPEHUE C HCIONB30BAaHUEM JIOHOPCKHX TaMeT.
Tpucomuu mo akporeHTpuiyeckuM ayrocomam 13, 21 u 22 cyOneTanbHBL
Eciu oHun BoBiieueHbl B nepecTpoiiky, Teopernuecku 100% poxkaeHHbIX
JeTeil T0JKHBI ObITh G0JbHBI (COOTBETCTBEHHO cUHIpOM [laray, cuHApOM
Jayna, cunnpom Tpucomuu 22). Ha mpakTuke TpaHciokarust rob(13;13)
0OBIYHO JIeTambHAa (HEBBIHAIIMBAHWE OCEPEMEHHOCTH), TPAHCIOKAIMOHHAS
(dopma cunapoma Ilatay ¢ Bapmantom rob(13;13) BcTpedaeTcs npu MpeHa-
TaJIbHON TUAarHOCTUKE, OCOOCHHO B | TpumecTpe OEpeMEHHOCTH, U KpaifHe
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PEIKO BCTpEYaeTCs y HOBOPOXKIEHHBIX. J[aHHBIX IO TpPaHCIOKAIMOHHOM
TprcoMuM 22, Kak M0 KpaliHe pellko BCTpedaromeMycsi 3a00JIeBaHNI0, He-
nocratouHo. PeGeHok ¢ cuHapomoMm JlayHa c Tpanciokanueidl rob(21;21)
BIIOJIHE JKU3HECTIOCOOEH, HO OONBIIMHCTBO SIMOPUOHOB C TPAHCIOKAIIMOHHON
TprcoMuei Takxke morubaer. CiremoBaTeIbHO, BO BCEX CIIYyYasX HOCHTENIBCT-
Ba TOMOJIOTUYHBIX POOEPTCOHOBCKUX TPAHCIOKAIMKA BBICOK PUCK OECTUTONUS
WIHM MPUBBIYHOTO HEBBIHAIIMBAHUS, IPU 3TOM HEBO3MOXKHO POXKICHUE 3]10-
POBBIX JETEH.

HecmoTps Ha TO, 9TO MHAMBUAYAIHHEIA IPOTHO3 UCX0da OEPEMEHHOCTH
3aBUCHUT OT TOT0, KAKH€ MMEHHO XPOMOCOMBI BOBJICYEHBI B TPAHCIOKAIIMIO,
BO BCEX CIydJasX HOCHTENIHCTBA KaK PEIMIIPOKHBIX, TAaK U POOSPTCOHOBCKIX
TpaHCJIOKaLM MOKa3aHa MpeHaTalbHas IUarHOCTHKA, YTO MO3BOJIMT IOJIHO-
CThIO0 HUCKIIIOYMTH BO3MOXXHOCTH POXKICHUS pEOEHKAa C XPOMOCOMHOM IMaTo-
norueii. B HacTosmee BpeMs Uit OOJBHBIX C BBICOKMM PHCKOM 3aYaTHs C
XPOMOCOMHOM aHOMaJIel METOAOM BHIOOpPA SIBIISIETCS SKCTPAKOPIOPATEHOE
OITOIOTBOpEHHE (DEPTUIIBHBIX KEHIIUH C MOCIEeNYIOIIEeH MpeTuMILIaHTalH-
OHHOM JIMarHOCTUKOM.

Ponb uﬂeepcuﬁ 6 HesblHaulueaHuu 6€p€M€HHOcmM

[TomMumo cOamaHCUPOBAHHBIX TPAHCIOKAIIMN B CEMBSX C IPUBBIYHBIM HEBBI-
HaIllMBaHWEM MOTYT HaONIOaThCsl MHBEpCHHU. KapHOTHII CONEPKUT OAHY
MEPECTPOEHHYI0 XPOMOCOMY, Y4aCTOK KOTOpou pa3BepHyT Ha 180°. Bamanc
TCHOB HE HAPYIICH, HOCUTENh (PCHOTHITMUSCKH HOPMAJICH H, TEOPETHUECKH
€ro IMOTOMKH B JIOOOM Cllydyae: HaclIeIyloT JIU OHU HOPMaJIbHYIO MU UHBEp-
TUPOBAHHYIO XPOMOCOMY, JTOJDKHBI OBITh 3/I0pOBbl. KapTuHy yCIOXKHSET Ha-
mgue KpoccuHroepa. OTCYTCTBHE TOMOJIOTHH B MHBEPTUPOBAHHOM YYaCT-
K€ HapyllaeT HOPMAJIbHBIA KPOCCUHTOBEP, BOZHUKAIOT WHBEPCUOHHBIE TET-
71, B pe3yJibTaTe pa3pbiBa KOTOPHIX MOTYT BOSHHKHYTh XPOMOCOMHBIE aHO-
manun. [Ipu 5TOM IMeeT MPUHIMITHATFHOE 3HAYCHHUE, SIBISICTCS JIM MHBEPCHS
MapalneHTPUIEeCKON WM MEPULIEHTPUUYECKON (TO €CTh 3aXBaThIBAIOLIEH WU
HE 3aXBaThIBAIOIIEH LIEHTPOMEDPY), a TAKKe MPOTHKEHHOCTh HHBEPTHUPOBAH-
HOTO yJacTKa.

[TapanenTprueckre HBEPCUHN

[TapanieHTpUyecKkie MHBEPCUM HE3HAYMTENbHON MPOTSKEHHOCTH, KaK TMpa-
BHJIO, HE MPHUBOJAT K POKICHHUIO OOJBHBIX JIeTeH, HeBbIHAIIMBAaHUIO Oepe-
MEHHOCTH WJIM KIIMHUYECKOMY OCCIIONNI0, TaK KaK peKOMOWHAIMS Ha HH-
BEPTUPOBAHHOM YyYacTKe HE MPOUCXOAUT. B ciyuae Gojee MpOTSHKEHHOU
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WHBEPCUU (Kak MpaBUIIO, 3aXBaTHIBAIOLICH MTOYTH 1LIEJI0€ IJIEU0) B PE3YIbTaTE
pEKOMOMHAIIMY BO3HUKAIOT TUIIEHTPUIECKHE XPOMOCOMBI WM aIleHTpHYC-
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Puc. 18. PekoMOuHanus npu napaieHTPHUECKONH HHBEPCHH.

B ciydasx MHBepCcHU B MOJOBBIX XPOMOCOMAX y POJUTENEH MOTYT POK-
JIaThCS )KU3HECTIOCOOHBIE IETU C AULEHTPUUECKUMU XpoMocoMaMu X win Y,
BTOpas IIEHTPOMEpa WHAKTHBHPYETCS, M XpoMocoMa (YHKIMOHHPYET Kak
CTPYKTYPHO M3MEHEHHBI MOHOLIEHTPHUK. JIMIEHTPUYECKUE XPOMOCOMBI IO
ayToCcOMaM U alleHTPUYECKHE (PparMEeHTHI JIETANbHBI, U UX BO3HHUKHOBCHUE
NPUBOANT K HEBBIHAIIMBAHMIO OepeMeHHOCTH. OTHCaHBI TAaKXKe CIUHUYHbIC
ciryqau ()OpMHPOBAHMS PEKOMOMHAHTHBIX XPOMOCOM B BHUJIE TIPOCTHIX JIeIe-
it wu gymmukanuid. [lockonbky ciaydan poxieHus OOJMbHBIX JeTel y Ho-
cuTenedl napaleHTPUYECKUX UHBEPCUM KpallHE pelKH, IpeHaTajabHas Juar-
HOCTHKAa OOBIYHO PEKOMEHIYETCs JIHIIb NMPH HAIMYHH OTATOLIEHHOIO Ce-
MEMHOTO aHAMHE3A.

HepnueHTquecm/Ie HWHBEPCUU

[lepunenTpryeckne HHBEPCHH UMEIOT TOpa3io 0ojee cephe3Hble TOCIEACT-
BUS Kak JJIs (PEPTHIIHGHOCTH, TaK ¥ 10 PUCKY POKACHUS O0MbHBIX Aereil. [To-
CJIE PACXOXJICHUS XPOMOCOM M3 WHBEPCHOHHOM METNIM BO3HHUKAIOT 4 THIa
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raMmeT, IBa U3 KOTOPBIX CONEPKAT PEKOMOMHAHTHBIC (COMEpPIKAIIME JIETETH-
POBaHHBIN THOO TYIIMIIMPOBAHHBIA YYaCTOK) XpOMOCOMEI (pHc. 19).

o

o

Puc. 19. PekoMOuHanus npu
MEPHUILICHTPUICCKOI HHBEPCHH.

HacToTa KPOCCUHTOBEpa HANpPSIMYIO 3aBUCHT OT MPOTSKEHHOCTH HHBEP-
TUPOBAHHOI'O Y4acTKa — [P JUIMHE WHBEPTUPOBAHHOIO yyacTka meHee 30%
XPOMOCOMBI PEKOMOMHALUS OTCYTCTBYET, MPHU MPOTSDKEHHOCTH HWHBEPCUU
6onee 50% IIMHBI XPOMOCOMBI, YaCTOTa PEKOMOMHAIIMU MOXET JOCTUTATh
30%. B 3aBHCMMOCTH OT XPOMOCOMBI U BEIMIMHBI HHBEPCUH PEKOMOMHAHT-
HBIE€ XPOMOCOMBI MOTYT SIBJISITHCS JIMOO JIETANbHBIMY, JTHOO CyOJIeTaTIbHBIMU.
CrnenoBaTenbHO, MOCIEACTBUEM HOCUTENbCTBA IMEPUIICHTPUYECKOH HHBEp-
CHH MOXKET OBITh B Pa3IMYHBIX CIyJasx U Oecruiofue, 1 HeBHIHAIIMBAHUE, U
poxxaeHHe OOJNLHOTO pedeHKa. DMIUPUICCKHA PUCK POXKICHHS OOJBHOTO
pebenka 11t Bcex uHBepcHid coctaBiseT 10%, oqHaKO MOKET U3MEHSTHCS B
3aBUCUMOCTH OT KOHKPETHOMW cuTyanmuu. HocuTemsM mepHIeHTpHIecKon
MHBEPCHUH TIOKa3aHa MpeHaTaIbHas JHArHOCTHKA.

IIpu oOcnenoBaHMSAX MO MOBOAY MPUBBIYHOTO HEBBIHALIUBAHUS PEAKO
BBISIBIISIETCS. MAJIONIPOLIEHTHBIII MO3auIU3M, B OCHOBHOM II0 X-XpOMOCOME,
OJTHAKO OMHCAHBI CIyYal U OECCHMIITOMHOTO MaJOMPOLIEHTHOTO MO3aUIIH3-
Ma 1o 21-it xpomocome. Ciydau MOBTOPHBIX POXKACHUM JeTeH UM IOBTOP-
HBIX CIIOHTaHHBIX a0OPTOB MPH OTCYTCTBUM XPOMOCOMHBIX HapyHICHUil y
pomuTeneii MOXHO OOBSCHHUTH Tak)Ke TOHAJTHBIM MO3aWIM3MOM, TO €CTh
IPUCYTCTBUEM aHOMAJIBHBIX KJIOHOB TOJIBKO B TKAHU TOHAJ.
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Jlpyrue XxpoMocoMHbIe H3MEHEHHs IPU
HApPYLIEHHUAX PeNnpoayKIHHU

Hexoroprsmm (hakTopoMm prcka IpekIeBpeMEHHOTO MpephIBaHUsS OepeMEHHO-
CTU U OECIUIOAUSI MOTYT SIBJIATHCS U HKCTPa-BapUaHThl HOPMAJIBHOTO MOJIH-
Mop(H3Ma XpOMOCOM, a TaKXKe IePEHOC MPUIICHTPOMEPHOTO TeTepoxXpoma-
THHA C JUIMHHOTO Tieya XpoMocoM 1, 9 u 16 Ha kopoTkoe — 1ph, 9ph u 16ph,
0COOEHHO MHBEPCHM MPHUIIEHTPOMEPHOIO reTepoXpoMaThHa XPOMOCOMBI 9.
Heckonpko yaime Takue HapyIIeHUs BCTPEUAIOTCS MPU HAPYIICHUSIX PEIpo-
OyKIuH y My>X9rH. OTHAKO MOCKONBKY TaKUe HAOIIOACHUS HOCSAT CTATHCTH-
YEeCKUI XapaKTep U OLEHUTh CBSI3b U3MEHEHUH I'eTepOXpOMATHHA C PEIpo-
JQYKTUBHBIMH MpoOJieMaMH KOHKPETHOTO MAaIlMeHTa HE MPECTaBISIETCs BO3-
MOYKHBIM, B HACTOSIIECE BpeMsI JaHHBIC O HAJIMYUHA BapHAHTOB HOPMAIEHOTO
HOIUMMOpP(HU3MA HE BEIHOCATCS B IUTOTCHETHUECKOE 3aKIIIOUECHUE.

Y OonBHBIX C OecIIonueM U aHOMANUSIMH MOJOBOH An¢hepeHInPOBKU
HECKOJIBKO YaIlle YeM B CPEJHEM IO IMOIYJISINN BCTPEUAIOTCST CBEPXUUCIICH-
HBIE Mayble XpoMOCOMBI. YacToTa HOCHTENeH MapKEepHBIX XPOMOCOM CO-
ctasnsteT 1:1000 B momyssiiuu, IpU 3TOM IpH OECIIONHOM Opake OHa BO3-
pactaer 0 1,95:1000, a y manueHTOB ¢ aHOMAaIHSIMHU TTOJIOBOH U hepeH-
1poBKHU — 10 2,93:1000. [TpuauHON 3TOTO CKOpEe BCETO SIBISIETCS TO, UTO B
3TUX CIIy4dasix MapKepHash XpOMOCOMa COJACPXKUT MaTepuan X- win Y-Xpo-
MOCOM.
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INPUMEHEHME HIUTOI'EHETUYECKOI'O AHAJIM3A
TP HCITOJIb30BAHUH BCIIOMOT'ATEJIBHBIX
PEIMPOAYKTHUBHbBIX TEXHOJIOI' MU

C pa3BUTHEM BCIIOMOTATENHHBIX PETPOAYKTHBHBIX TEXHOJOTHH ITUTOTCHE-
TUYECKasl TUarHOCTUKA MOJy4MiIa ele OJHy 00jacTs npuMeHenus. Ilpexne
BCETO, 3TO TOHOPCTBO CHEPMBI WIIN SHIEKIICTKH. [IJIs1 TOHOPOB BEIIOIHEHHE
KapHOJIOTHYECKOTO HCCIICIOBAHUS SIBIISIETCSl 00s3aTebHpIM. Hamiaue 3m0-
POBBIX JIeTell HE MOXET SIBIATHCS MOBOAOM JUISl OTKA3a OT NMPOBEACHUS I0-
IOOHOTO aHalu3a, TaK KaK IPH HOCHUTEIHCTBE COAAaHCHPOBAHHON TPAHCIIO-
KaIli¥ PUCK POXKICHUS peOCHKA C XPOMOCOMHBIMH aHOMAJIHSIMHU HE 3aBUCHT
OT YHCJIA 3[10POBBIX JETEH.

ITomumo oOcnenoBaHMsS JOHOPOB B psfi€ CIydaeB KapUOJOTMYECKUI
aHaJM3 HeoOXOIUMO TPOBOIUTH W caMuM marueHTaM. Oco0eHHO ATO Kaca-
eTcsd MYXKUYHMH, HAlpaBJICHHBIX HA HMHTPAIMTOIUIA3MAaTHUYECKYI0 HUHBEKIUIO
cuepmsl (ICSI). IlpuunHoi HapyleHHi CHepMaTOreHe3a 4acTo SIBIISIOTCS
XpOMOCOMHEIE aHoMayuH. [o3ToMy HEe yAMBHTENBHO, YTO OHM YacTO Ha-
OrofaroTesl y Jinil, kKotopeiM Tiokazano ICSI. B atoit rpymie XxpoMocomMHbIe
aHOMAaJINM BBISBJIEHBI B 5,8% cilyuaeB. Bonbllyro 4acTh BBISBICHHBIX aHO-
MaJIM{ COCTABIIAIOT HAPYILIEHUS B CHCTEME MOJIOBBIX XpoMocoM — 4,2% ciy-
4yaeB, B OCHOBHOM BapHaHTHI cuHApoMa KnaifH(pensTepa, peske mpucyTCcTBY-
10T aHOMaJIuu ayTocoM — 1,5% ciyuaes.

HocurenscTBO XpOMOCOMHEBIX HapyHICHWH B CHCTEME ITOJOBBIX XPOMO-
COM MOJKET IPHBECTH K YBEIMUCHHIO YUCIIa aHESYIUIOMINI TIpU criepMarTore-
He3e. Kpome TOro, y Takux My>XYMH BBICOK PUCK BO3HUKHOBEHUS JPYTHX
XPOMOCOMHBIX aHOMAJIHii, B TOM uHcie de novo. TpaHciiokanuy, B TOM YUC-
Je ¥ ¢ yJacTHeM X- U Y-XpOMOCOM, Takke MOTYT PUBOAUTH K (POPMHUpPOBa-
HHUIO aHOMAJIBHBIX IaMeT. Bce 3TO He TOJBKO YBENWYMBACT PUCK POXKICHUS
O0nbHBIX AeTeil, Ho u cHxkaeT 3¢ pextuBHOCTE DKO.

Cpenn >KeHIIUH, KOTOPHIM IUIAHUPYETCS SKCTPaKOPIOPaIbHOE OILIOO-
TBOPEHUE, 110 CTATUCTUYECKUM HaHHBIM OKoJIO 1,5% HMMEIOT XpOMOCOMHBIE
AHOMAaJINM — UHBEPCUU WM COAJTAHCUPOBAHHBIC TPAHCIOKALUH. DTO JIUIIb
HE3HAYUTENBHO ITPEBHIMIACT MOMYJISIHOHHBIH YPOBEHb, OJHAKO B CBSI3H CO
CIIO)KHOCTBIO M CTOMMOCTBIO TIPOIENyp JKENaTeIbHO 3HATh 3apaHee O HajH-
YUU XPOMOCOMHBIX AaHOMAIHUH, YTOOBI CBECTH K MHHUMYMY BO3MOXKHBII
PpHCK.

CoanancupoBaHHBIE TPAHCIOKAIIMHA MOTYT OBITH 3a/IeHCTBOBAHBI B ITaTO-
reHe3e UMIUIAHTAIlMOHHHBIX MOTEPh MPU HKCTPAKOPIOPATBLHOM OILIOI0TBO-
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penun. ['eHeTHUeckas OIEHKAa JOJDKHA paccMaTpUBaThCi Kak 4YacTh o0Ocie-
JIOBaHUS JNaHHBIX MaiueHTOoB. CBOEBPEMEHHOE BBISBICHUE XPOMOCOMHBIX
aHOMaNINH y JIMI, IUIAHUPYIOLIMX AKCTPAKOPIOPAIbHOE OIJIOAOTBOPEHHE,
aHaJIM3 MPOTHO3a JJIsl IOTOMCTBA B TAKUX CIy4asX MO3BOJMT MOJ00pATh OI-
THMAJBHBIA METOJ pelieHus npobiemsl Oeciuionus. B psje ciydaeB MOXeT
OBITh PEKOMEHIIOBAHO YYacTHE JOHOPOB WM 00s3aTeIbHAs MPEIUMILIAHTA-
[[UOHHAS JMATHOCTHKA WM MPCHATATbHAs JUATHOCTHKA TPU HACTYIJICHUU
OCpEeMEHHOCTH.
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INOKA3AHUA K HUTOI'EHETHYECKOMY
OBCJIEJOBAHUIO ITPH HAPYINEHMSIX
PEIMTPOAYKTHUBHOU ® YHKIIUU

1. Hapymenue mosoBort audGepeHIMPOBKH WM aHOMAJIMU TI0JIOBOTO
pa3BUTHS], aHOMAJIbHBIE TEHUTAIHH.

2. IlepBryHast wim BTOpUYHASI aMEHOpESI.

3. AHOMaNIMH CHEPMOTPAMMBI — a300CTIEPMUST FITH TsDKENIast OJUTocIep-
MUSL.

4. Becrtoye HESICHOW DTUOJIOTUH.

5. [IpuBbIYHOE HEBBIHANTMBAHUE WA TTOBTOPHBIE Heynadu JKO.

6. Hannune panHeld MeHOTIay3bl.

3AK/IFOYEHHUE

[TarmeHTHI MOTYT TOAaMH 00CIIEIOBATHCS M JIEYUTHCS 10 TIOBOAY Oecruionus
WIIM HEBBHIHAIIMBAHU OEpEMEHHOCTH, HE TIO03PEBasi, YTO TIABHOW NPHUH-
HOW HapyIICHUH PENpONyKTHBHONW (YHKIHUU SBISIOTCS HacleACTBEHHBIC
(akropsl. [TonbITkK eueHus OECIUIONUs Y TaKUX MAllMEHTOB JHOOBIMH Me-
Tonamu, Biimouas mMetoasl BPT, okasbiBatoTcst OezycnemnbiMu. [loatomy B
CTaHAAPTHl 00CIeNOBaHHUA NpPU HAPYIICHISX PEHpPOTYKTUBHON (QYyHKIMN
JOJDKHO OBITH BKITIOUEHO T'€HETHYECKOe 00CIe0BaHUE CYNPY>KECKON Mapsl
(MenuKo-reHeTHYecKoe KOHCYJIbTHUPOBAHUE M METOJbI J1a00OpaTOpHOH TreHe-
THKH).
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TECTOBBIE 3A/IAHUA

BBIBEPUTE ITPABUJIbHBIM OTBET

1. JJI1 CHUHAPOMA IMCOMHIUN Y XAPAKTEPHEI
a) a300CTepMUs
0) THHEKOMACTHSI
B) €BHYXOHU/IHOE TEJIOCIIOKEHUE
T') YBEJIMYEHHUE YaCTOTHI AHEYTUIOMIHBIX CIIEPMATO30HI0B
2.TIPU TIPUBBIUHOM HEBBIHAIIMBAHUM BEPEMEHHOCTHU HEOBXO-
JIIMO
a) IUTOreHeTUYeCcKoe 00CIeI0BaHUE CYNPYKECKOM Mapbl
0) TecTUpOBaHNE HAa HOCUTEILCTBO MyTanuii B rene SRY
B) TECTUPOBAHNE HAa HOCUTEIHCTBO MyTanuii B TIoKyce AZF
T') TECTUPOBAHKE Ha HOCUTENILCTBO MyTaluil B reHe AR
3.V HOCUTEJIEX TOMOJIOTMYHON POBEPTCOHOBCKOM TPAHCJIOKA-
M1 HEBO3MOXXHO
a) MPUBBIYHOE HEBBIHAITMBAHNE OCPEMEHHOCTH
0) MOBTOPHOE POXKJICHUE JIETEH ¢ XPOMOCOMHBIMHU OOJIE3HAMU
B) opMHUpOBaHUE TOIHKO aHEYTUIOMTHBIX TaMeT
T') POXJICHHUE 3I0POBBIX JIETeH O€3 MCIoJIb30BaHus MeTo10B BTP

BBIBEPUTE BCE ITPABUJIBHBIE OTBETHI

4. 1JI1 CUHAPOMA IIEPEINEBCKOI'O-TEPHEPA XAPAKTEPHBI
a) UCTUHHAS AUCTEHE3Ms TOHAT
0) UCTUHHBIN repMadPOAUTUIM
B) MyTaiuu B reHe AR
r) kapuotun 45,X

5. U1 CUHJIPOMA CBAMIEPA XAPAKTEPHbI
a) CMeIIaHHAas! AUCTEHEe3HUs TOHA
0) UCTUHHBIN repMadpOIUTHIM
B) kapuoTui 45,X
r) myTtaiuu B reae SRY
6. JUIS1 CUHJPOMA MOJIHOI TECTUKYJISIPHOU ®EMUHU3ALIUM XA-
PAKTEPHBI
a) HaJIM4Yue JKEHCKOro (heHoTHTIa
0) HATMYHE MY>KCKOTO ()eHOTHIIA
B) UCTUHHBII repMa(ppoauTu3m
r) kapuotutn 46,XY
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7. U151 HEMO3AUYHOM ®OPMbI CUHPOMA KJIAMH®EJIbTEPA XAPAK-
TEPHBI
a) a300CIIepMHUs
0) THHEKOMACTHSI
B) EBHYXOHUIHOE TEJIOCIIOKEHHE
T') MaKpOOPXHIH3M
8. [TP1 CHUHAPOME TPMCOMMUU X
a) MPUCYTCTBYET OOJIUTraTHOE OECIIIONHe
0) BO3MOXKHO TPEKICBPEMEHHOE HCTOIICHUE THYHIKOB
B) BCTPEYAIOTCS CEMEUHBIE (POPMBI
I') XapakTepHa MepBUYHAS aMEeHOPes

9. UL CUHAPOMA JIE JIA ITAIIEJISA XAPAKTEPHBI
a) peBepcus Noa y KEeHIUH
0) peBepcust 1ojia y My»X4uH
B) Mmytanuu B reHe AR
r) myTtanuu B Teae SRY
10. DPAKTOPOM PHUCKA TIPEXXAEBPEMEHHOI'O TIPEPBIBAHUSA BEPE-
MEHHOCTU ABJIAIOTCA
a) HOCUTEJIBCTBO OJTHUM M3 POJUTENeH cOaTaHCUPOBAHHOH XPOMOCOM-
HOM NEpeCTPONKU
0) HOCHTEJNBECTBO OAHUM M3 POAMTENeH MONUMOPQHBIX BapHAHTOB IPH-
HEHTPOMEPHOTO TeTEPOXPOMATHHA
B) Hanmuuue myTauuid AZFa y oTtua
T') CHHJPOM TECTUKYJISPHBIA (EMUHU3AIMN Y MATEPU

OTBETbI HA TECTOBBIE 3AJAHMA

I: r 5. a,r 8 0,8
2: a 6: a,r 9: 6,r
3:r 7. a,0,B 10: a, 6
4: a,r
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CUTYALIMOHHBIE 3ATAYUA

3agava 1. MyxunHa, 35 yet, aHamMHe3 — Oecruionue 8 JIeT, criepMorpam-
Ma — TspKenast (hopMa OJMI0300CIEPMUH (3HAYUTENBHOE CHU-
JKeHHE KOIMYECTBa CIIEPMATO30HIOB B CEMEHHOHN JKUIKOCTH
(menee 3 mutH). CemeliHast apa oOpatuiiack B KTuHUKY DKO.
Hna nposenenus mukiia KO HE0OX0IUMO UCKITIOUUTH TeHE-
THYeCKue (HaKTOPhl MY>KCKOTO OECTUIONHSI.

Kaxkue nabopatopHbie reHeTUYECKHE TECThl MOTYT OBITh MPEATIOKEHBI ITOMY

MYyXuuHEe?

Omeem.

HeobxonmMo mpoBecTH: KapHOTHITUPOBAHUE U WCKIIOUCHHS KO-
nuuecTBeHHbIX (cuHapoMm KnaitHpensrepa, cunapom 47,XYY) u cIpyKTyp-
HBIX (HOCHTEIhCTBO COATAaHCHPOBAHHBIX PEIUIPOKHBIX HIH POOEPTCOHOB-
CKHX TPAHCIIOKAINUM, WHBEPCH) aHOMAIUH XPOMOCOM; MHKpPOIEIICIIHOH-
HBII aHanu3 Jokyca AZF (a, b u ¢), ToKkanu30BaHHOTO B JJIMHHOM Ijleue Y-
XPOMOCOMBI, TJIe HaXOATCA TeHbI, OTBETCTBEHHBIE 32 HOPMAJIbHBIN CriepMa-
TOTEHE3; MOJIEKYJISIpHO-TeHeTndecKknid ananu3 mytanuii B reae CFTR (myxo-
BUCIIM/1032), KOTOPble MOTYT OBITh MPUYMHON BPOXKACHHOW aruia3ud cems-
BBIHOCSIIUX MPOTOKOB.

3amaua 2. Jlns npoBeaeHust OKO obparunach cynpyxeckas mapa ¢ Myx-
ckuM (aktopom Oecrutomus. MyxkunHa, 32 TOHa, aHAMHE3 —
Oecrioue 5 Jiet, criepMorpaMma — Tspkenas opMa OJIMI030-
ocrepMun (KOHLIEHTpalUs CIIEPMATO30MI0B B CEMEHHOI JKU-
koctH 1,5 muma/Mut). Beutn ipoBeeHb 1abopaTopHBIE TEHETH-
YEeCKHE WCCIENOBAHUS ISl HCKIFOUEHHS TeHETHUECKIX (haKTo-
pOB Myxckoro Oecmoaus. [lomydeHsl cnemyromue pesynbra-
Thl: Kapuotun 46,XY,Yqh+, BbIABICHA Jelieluss B JIOKyce
AZFc (sY254, sY255), myranmii B rene CFTR He BBIsSBIICHO.
IIpokoMMeHTHPYITE TTOTyYeHHBIE pe3ynbTaThl. Kakue pekoMeHaalnu MOX-
HO J1aTh TIPH PEIICHUH?
Omeem.
Kapuotun myxckoii HOpMaJbHBIH, YBEIMYEHHE T'€TEPOXPOMATHHO-
BOTO paiioHa Y-XpOMOCOMEI — BapWaHT HOPMEI. BEISBIEHa TeHETHUYEeCKas
NpUYHHA TSHKETOH POPMBI OJMT0300CIIEPMIH, YTO MPUBEIO K MHOTOJETHE-
My Oecruioanto. MoKHO MpeanoxKuTh nposeneHue B mukie KO mpeumian-
TaIlMOHHOM T€HETUYECKOW NUATHOCTHKU C LIENbI0 ONPEAEIEHHUs IoNa 5M-
OpHoOHa MO MEIWIIMHCKUM ITOKAa3aHUSAM, TaK KaK BCE SMOPHOHBI MYXCKOTO
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1oja yHacJAeAyIT Y-XpOMOCOMY OTI[a C TEHETH4eCKOW MmaToynoruei (memue-
st B Tokyce AZFc), a Bce SMOPHOHBI )KEHCKOTO T10J1a Oy IyT 3/I0POBHI.

3anava 3. Ilpu umccremoBaHWMM MaTepuana, MOTYyYEHHOTO OT 3aMepIIeH
OepeMEeHHOCTH TIEPBOTO TPUMECTpa y KeHIIuHbI 37 neT. Pe-
3yJIbTaT IIUTOTEHETHUYECKOTO aHAIU3a KJIETOK BOPCHH XOPHO-
Ha: 46,XX,+13,rob(13;14)(q10;q10).

Kaxkue nanpHeinme pekoMeHIalluK BBl MOYKETE 1aTh 3TOW KEeHIUHE?

Omeem.

B abopTHOM Marepuaie BBISIBICHA TpaHCIOKAIMOHHAs (GopMa cHH-
npoma Ilaray — Tpucomuu nmo xpomocome 13. Heobxomumo mpoBecTH Ka-
puotunpoBanue poautenen. Ilpu oOHapykeHUM cOalaHCUPOBAHHON PpoO-
OCpTCOHOBCKOW TPAHCIIOKAITMH MEXAy XpoMocoMamu 13 u 14 y omHOro M3
poauTeneil 5ToW mape MoKa3aHa MpeHaTallbHas MHBa3HBHAs TUATHOCTHKA
JUI MCKIIIOUEHHs HecOAJaHCHPOBAHHOIO XPOMOCOMHOrO Habopa y mioaa
(TpancnokarmonHas popma cunapoma [latay — Tpucomun mo xpomocome 13
WM TPAHCIOKAIMOHHOW (OPMBI TPUCOMHUH TI0 XpoMocoMe 14 — mpepbiBaHne
OepeMeHHOCTH B TepBOM TpumecTpe). Kak BapuaHT BBIOOpa MOXET OBITh
IpeAIOKECHA IPEHMILTAHTAIMOHHAS JHATHOCTHKA ISl CHIDKEHHSI pUCKa TIpe-
phiBaHHs OEPEeMEHHOCTH WM POXKJICHHUS peOCHKa ¢ HecOalaHCHPOBAHHOW
NEPECTPONKOM.

3anaua 4. Cympyxeckas napa. Bozpact — 27 ner cynpyre, 32 roga cyr-
pyry. B anamuese — Oecnoaue B Opake 7 jeT, 3 HeyAauHbIE
mombITkl  OKO.  Kapuortumupomanwe: 46,XX,1gh+ wu
46,XY,16gh+.
[Tokaszana n JaHHOI Mape MPEeUMILIAHTAIIMOHHAS TEHETHIeCKas! JUarHOCTH-
Ka (BBIABJICHHE aHOMAJIMH 10 BCEM XPOMOCOMaM) IO pe3yibTaTaM KapHOTH-
MUPOBAHUSL.
Omeem.
Her, e mokazana. Y cynpyroB BBISIBJICHO YBEIWYEHHE T€TEPOXPO-
MaTHHOBBIX paiioHOB xpomocoM 1 u 16, 4To ABIsIETCS MOIUMOP(HU3MOM —
BapUAaHTOM HOPMAaJbHOTO KapUOTHIIA.

3agaua 5. XKenmwmna 23 ner, 1-1 OepeMeHHOCTb, 3amMepiiasi OepeMeH-
HOCTh Ha cpoke 7-8 wuen. Kapwotunm BopcuH XOpHOHA —
46,XY ,der(3),t(3;8)(p25;q12). beuto mpoBeneHO KapUOTHUIIH-
poBanue poauteneil. Kapuorun sxeHumssl 46,XX, KapuOTHIT
MyurHbl 46,XY,t(3;8)(p25;q12). [lapa turanupyer B Oymy-
IIEM POXKJICHUE JCTEH.
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KaxoBbI coBpeMeHHBIE BO3MOKHOCTH J1a00OPaTOPHOI T€HETUKU TOMOYb 3TOH
mape poIuTh 3T0POBOTO peOeHKa?
Omeem.

JlaHHO! ceMbe MOXXHO PEKOMEHAOBaTh: 1) OepeMEeHHOCTh ecTecT-
BEHHBIM ITyTEM C MIPOBEICHHUEM IPEHATAFHON WHBAa3UBHOM MTUATHOCTHUKU B
I rpumectpe 6epemenHocTu (10-11 Hex) — HUTOreHETHYECKUI aHANN3 MOy~
YEHHOTO MaTepuaja M3 BOPCHH XOpHOHa. KapuoTunupoBaHue MO3BOJSIET
BEISIBUTH HE TOJNBKO HecOaaHCHPOBAaHHBIC BapHAHTHI, HO M Pa3IUIUTh cOa-
JAHCUPOBAHHYIO PEHUIPOKHYIO TPAHCIOKAIMIO, YHACICIOBAaHHYIO OT OTIIa,
Y HOPMAJIbHBIA KapuOTHUI; 2) OEPEeMEHHOCTh MyTeM SKCTPaKOPIOPaIbHOTO
OIIOAOTBOPEHHSI € TPEUMIUIAHTAIIMOHHOW TEHETHYECKOH TUArHOCTHUKOM.
JaHHBIH TOIXO0M MO3BOJISIET N30EXKATh MOJCAIKN U UMILIAHTAIIMN SYMOpHOHA
¢ HecOanaHCHUPOBAaHHBIM KapUOTHUIIOM, YTO BIIOCIECCTBUU MOKET MPUBECTH K
3aMHUpPaHUI0 OEPEMEHHOCTH B TIOCIICAYIOIEMY CIIOHTAHHOMY BBIKHIBIIILY.

3agauva 6. PesynbraT IMTOr€HETHMYECKOTO aHaiM3a KJIETOK MaTepuala
3amepireii  O6epemenHoctd:  45,XY,rob(14;22)(q10;q10)pat.
IIpoBeneHo KapHOTUIIUPOBAHUE POIUTENEH.

Kaxoit xapuotun BbIsiBIeH y poauTeneid? JlampHenne peKoMEHIAIuN 10

TJIAaHUPOBAHUIO CEMBU y TAHHOM CYIPYKECKOU Maphl.

Omeem.

[Tnoa: mon My>kCKo#, poOEpPTCOHOBCKAsI TPAHCIIOKAIMS MEXIY Xpo-
Mocomamu 14 w 22, yHacmemoBaHHass oOT ortuna. Kapuwotwn otma
45,XY,rob(14;22)(q10;q10). Kapuotumn matepu 46,XX. [laHHON ceMbe MOX-
HO PEKOMEHNIOBaTh: 1) O€peMEHHOCTh €CTECTBEHHBIM IIyTEM C MTPOBEACHUEM
MpEeHATAILHOW HHBAa3UBHOM MuarHocTuku B | Tpumectpe 6epemennoctu (10—
11 Hem) — UUTOrEHETHUYECKU aHATU3 TOJIYYEHHOTO0 MaTepuaia U3 BOPCUH
xopuoHa. KapuotunupoBaHue JaeT BO3MOXKHOCTh BBIABUTH HE TOJIBKO He-
cOaaHCHpOBaHHBIC BAapUAHTHI, HO M Pa3IMUUTh COAAHCHPOBAHHYIO PEId-
IPOKHYIO TPAaHCIOKAIMIO, YHACICIOBAaHHYIO OT OTIIa, 1 HOPMAaIIBHBIN KapHo-
TUM; 2) 6EpEMEHHOCTh IMYTEM 3KCTPAKOPHOPATBLHOTO OIUIOJAOTBOPEHHS C
MPEUMILTAHTAIIMOHHOW TEeHEeTHUECKOW AMArHOCTHKOM. [[aHHBIA moaxoj To-
3BOJISICT M30€XKaTh TOJCAIKA Y MMILIAHTAIMH SMOpPHOHA C HecOalaHCHPO-
BaHHBIM KAapUOTHUIIOM, YTO BIOCJIEICTBHM MOXKET MPUBECTH K 3aMHUPAHUIO
OepeMEeHHOCTH | MOCIEAYIOIIEMY CTIOHTAHHOMY BEIKH/IBIITY.

3apaua 7. XKenmwuna 34 ner, B aHaMHe3¢ 3 CIIOHTAHHBIX INPEPHIBAHUS
OepemeHHocTH B mepBoM  Tpumectpe.  Kapuortum
46,XX,t(8;17)(q24.3;921.1).
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IIpokoMMeHTUpyHTe MPUYMHY HEBBIHAIIMBAaHUS OepeMeHHOCTH. JlanbHei-
M€ PEKOMEHIAIMU 10 IIJIAHUPOBAHUIO CEMBH.
Omeem.

IIpuunHON HEBBIHAIIMBAHUS OEPEMEHHOCTU SIBIISICTCS HAJIUYUE Yy
SMOPHOHOB HecOATaHCUPOBAHHOW XPOMOCOMHOM TiepecTpoiKu. J{ist HCKITHO-
YEeHUs] TOBTOpA CIy4acB IMOTEpPU OEPEMEHHOCTH MOXKHO PEKOMEHI0BATh
MPEUMITIAHTAIIMOHHYIO IUAaTHOCTHKY M MOJCAIKy 3MOPHUOHOB CO cOalaHCHU-
POBaHHBIM KaPHOTHIIOM.

3agaua 8. B menuko-reHeTHYECKHid LIEHTP 0OpaTHIach JKEHIIMHA 23 JIeT.
Poct 168 cMm, mpaBHIIBHOTO TEIOCIOKEHHWS, THHEKOJIOTHYE-
CKuil cTaTyc B HOpME, MEHCTpyaluuu ¢ 13 jner, perynspHsle. Y
Marep ABoe poaos, B 18 u 25 mer. Menomaysa ¢ 38 ner. ¥V
cTapuiei cecTpbl mpodaHma a0 29 JeT MUK PEeTryIspHbIH, B
MOCTIEAHUIN IO/l HAYaIUCh HApPYIIEHUS] MEHCTPYalbHOTO LUK
[0 TUITy BTOPUYHOM ameHopeu. [leTell y cecTpsl HeT (He ma-
HUpOBaa). MaTh U cecTpa y reHeTHKa He 00CIIC/IOBaHbI.

Kakue o6cnenoBaHust MOTYT OBITh TNPOBEICHBI Ui IOATBEpPXKJIE-

HUSI/MCKITIOUSHHST HACIEACTBEHHOW NMPHYUHBI M BO3MOXKHOCTH BO3HHKHOBE-

HUS HApYIICHUH IHMKIIA B TIPOOJIeM ¢ pEenpoayKIuel y nmpodanna. PexkomeH-

JallMU B 3aBUCHUMOCTHU OT PE3YJIbTATOB 00CIEI0BaHMUS.

Omeem.

Bosmoxno kKapuotunmpoBaHue npodanaa. [Ipu BeIsBIEHHH KapHoO-
tuna 47,XXX unm CTpyKTYpHBIX aHOMaJIUi X-XpOMOCOMBI PEKOMEHOBAHO
10 BO3MOXKHOCTH HE OTKJIA/IBIBATh POXKIEHUE NeTeH. MOXKHO peKOMEHI0BATh
KapUOTUIIMPOBAHHUE MaTepu U cecTpbl. [Ipu HOpMaIbHOM KapHOTHIIE MOXKHO
PEKOMEH/IOBAaTh MOJIEKYJIAPHYIO JUATHOCTHUKY.
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