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OBIIASA XAPAKTEPUCTHUKA PABOTHBI

AKTYyaJIbHOCTH NPOOJIEeMBbI

BpoxeHHble aHOMaTUKM MOJOBOTO Pa3BUTHS YacTO OOYCIIOBJIMBAIOT TsXKeJNble HAPYLICHUS
PETPOIYKTHBHOM CHCTEMBI M CBSI3aHBI C TIECCHMAIIBHBIM PETPOYKTHBHBIM IPOTHO30M. B mocnennue
rofbl Pa3BUTHE BCIIOMOTATENbHBIX PEMPOAYKTUBHBIX TEXHOJIOTMH 3HAYUTEIBHO  YIYYILIUIO
PEeNpOaYKTUBHBIM mporHo3 Oecruioneix mnanueHToB (Gunther et al., 2004, Meng at al., 2005).
ViydimieHne penpoayKTHBHOTO TPOTHO3a TPU BPOXKACHHBIX AaHOMAIMSAX TIOJOBOTO Pa3BHTHUS BO
MHOI'OM 3aBHCHUT OT CBOEBPEMEHHOM JTMAarHOCTUKH aHOMAJIMI M PALlMOHATIBHOTO BEJCHHUS MMAalUEHTOB
(Hreinsson, 2002, Frias et al., 2003, Velhuis et al., 2004 ).

Ha ceropHamHMi [€Hb OUArHOCTHKA TUIMYHBIX ()OPM aHOMAJIMH IIOJIOBOTO Pa3BUTHUSA
XOpoImIo pa3paboTaHa, JMATHOCTHKA € CTEPThIX W MATKHX (OpM aHOMaIMH, KOTOpBIE darie
BCTpPEUalOTCAd B KIMHUYECKOW TIpPAKTUKE, CBsSI3aHA C OMNPEJCICHHBIMH TpPyAHOCTAMU. B o0mei
MOMYJIAUM QHOMAJIMM  IOJIOBOTO PA3BUTHUS BCTPEUAIOTCS PEIKO, HalpUMep : MOIMYJILUOHHAS
4acToTa aucreHe3nu ronasn coctasisier 1:2500-5000; anaporenpesuctenTHocTu- 1 : 20 000; amazumn
MaTku U Braranuma- 1:4000- 1:5000. OgHako B CENEKTUBHBIX IPyIIIaX 4acTOTa BCTPEYAEMOCTU
BPOX/ICHHBIX aHOMAJIUH TTOJIOBOTO PAa3BUTHS PE3KO MPEBBIIIAET UX MOMYJISIHOHHYI0 YacToTy (B 10-
70 pa3) ( Vries , 2004, Konijnenberg et al., 2004).

C pa3BuTHEM U BHEAPEHUEM B MPAKTUKY METOA0B MousieKyisipHoi reHetuku PCR u FISH,
MOSIBUJIACh BO3MOKHOCTh YCTAHOBJIEHUS 3THUOJIOTHM LIEJIOT0 psiAa MATOJOIHH, a TakkKe yTOYHEHUs
Koppensiuuil (peHOTUIN-KapuoTuna Mpyu BPOXKICHHBIX aHOMaJUAX HoJoBOro passutusa (Meng et al.,
2005, Massa et al., 2005 ).

XapakTepHble Ui aHOMAaJUH I[IOJIOBOTO DPAa3BUTHUS 3a/J€pKKa IOJOBOTO pa3BUTUA U
TMIIO3CTPOT€HUS IPUBOAUT K TAKUM OCJIOXKHEHUSAM, KaK paHHUH OCTEONOpOo3, HILIEMHUYECKOs 00JIe3Hb
cep/ua, aTepoCKIepO3, TUIIEPTEH3US], THCYJIMHPE3UCTEHTHOCTD U TUNepaunuaeMus. Takum oopa3oM,
paHHAS  JUMArHOCTUKAa 3THX COCTOSIHUM W CBOEBPEMEHHAs 3aMECTUTEIbHas TOPMOHOTEparnus
SIBIISTIOTCS 3HAUMTENILHOW MEpOi B MpoMIIaKTHKE BhIIeyKa3aHHbIX ocnoxxkHennid (Hogler et al., 2004
)-

Kpome Toro, paHHss M CBOEBpPEMEHHasi JUATHOCTUKA psiga (POpM BPOKICHHBIX aHOMAJHU
MI0JIOBOTO PA3BUTHUS C HAIMYHMEM Y JIUI C )KEHCKUM (DEHOTUIIOM B KapUOTHUIIE Y-XpPOMOCOMBI Ba’KHa B
IUTaHE MPEBEHIIMM OHKOJIOIMYECKHUX 3a00JI€BaHUM, YTO MPEayCMaTPUBAET CBOEBPEMEHHOE YaJIEHNE
TOHAJ C LEeNbl0 IpenoTBpanieHust ux manurauzanuu (Sarafoglou et al., 2000, Saenger et al., 2001,
Yorifuji et al., 2001, MacLaughlin et al., 2004).

Knuanyeckuii moamumMopgusmM U HEOJHOPOJHOCTh M€HETHYECKUX IoKa3aTesiel 00ycIoBUIIO0
TPYAHOCTh  BBIPAOOTKM WH(GOPMATHBHBIX  MOKa3aTeNeil ®  JUAarHOCTUYECKUX  KPHUTEPHUEB
HeMaHU(ECTUPOBAHHBIX (JOPM aHOMAJIMH MOJOBOTO pa3BUTHs. B nureparype B OCHOBHOM OINHCaHbI
€IMHUYHBIC KJIMHUYECKHE HAONIOJCHHS YKa3aHHBIX (opM aHOMalIWii TMOJOBOTO pPAa3BUTHUSA, UTO
3atpynHser obobmenue (Raga et al., 1997, Minto et al., 2001). [Ipu 3ToM mpaBuiIbHAs TUAarHOCTUKA
Ba)XHAa HE TOJBKO I ONPEIENICHUs] PETPOIYKTUBHOTO MPOTHO32, HO W U NPaBHIBHOTO BBIOOpa
BUJIOB BCIIOMOTATENIbHBIX PEMPOIYKTUBHBIX TEXHOJOTMM M NEMMIUIAHTAl[MOHHON NpeHaTaIbHOMN
JUAarHOCTHUKH, a TAKXKe YIYUIIEHHUs COCTOSHUS OOIIET0 3/10pOBbsl U KAYECTBA JKU3HU MallUEHTOB.

Vcxons 13 BBIIIECKA3aHHOTO, Yelbl0 HACTOSIIETO HCCIIEAOBAHUS SIBISAJIOCH: YCTAaHOBJICHUE
CTPYKTYPBI BPOKIICHHBIX aHOMAJIUH TTOJIOBOTO PAa3BUTHUS CPEH TMAMEHTOB C XEHCKUM ()EHOTHIIOM B
pasHbIX BO3PACTHBIX TpyINax, BBIABICHUE KIMHUKO-TEHETHYECKMX OCOOEHHOCTEH aHOMasMi,
BbIpAa0OTKa TMarHOCTUYECKUX KPUTEPUEB U ONPEICICHUE PENPOTyKTUBHOTO IIPOTHO3A.

Jlnst nocTHKEeHUs 1eNu, ObIIIM TOCTBIICHBI CIIEIYIOIINE 3a1a4H:

1. YcraHoBieHHE CTPYKTYyphl BPOXJIEHHBIX AHOMAJHMH IOJOBOTO PA3BUTUS C YYETOM HX
THONATOr€HETHYECKUX U MOP(OJOTHUECKUX OCOOCHHOCTEH B PEMpPONYyKTHMBHON KIMHUKE
CpeaH MAaIMEeHTOB C JKEHCKUM (DEHOTHUIIOM B Pa3iIMUYHBIX BO3PACTHBIX I'PYMIAX, ONpEICICHUE
UX 9aCTOTHI CPEJIU MOAPOCTKOB U B3POCIBIX MAIUEHTOB € KEHCKUM (DEHOTHUIIOM;



2. VYcTaHOBJIEHHE KIMHUKO-T€HETHUECKUX OCOOEHHOCTeH aHOMaJuii IOJIOBOrO pa3BUTHS Y
MAIlMEHTOB C JKEHCKUM (EHOTHIIOM U BBIABICHE KOPPEISIIUNA MEXIy KapUOTHUIIOM U
benoTUmoM;

3. Brzenenne WHPOPMATUBHBIX KIMHUKO-TA00pAaTOPHO- HMHCTPYMEHTAIBHBIX TOKa3areied u
BBIPa0OTKA TUATHOCTUYECKUX KPUTEPHEB BPOKACHHBIX AaHOMAJIHMU IIOJIOBOTO PAa3BHUTHS Ha
Pa3NUYHBIX dTanax QyHKIMOHUPOBAHUS PETIPOAYKTUBHON CHCTEMBI.

4. OrmpeneneHue penpoayKTUBHOIO MPOrHO3a U MOAXOJO0B K €ro YJIYUIICHHUIO MPHU Pa3IHuHBIX
BUJaX BPOXKJICHHBIX aHOMAIIUH TTOJIOBOTO PA3BUTHSI.

Hayuynasi HOBU3HA padoThbI

BrniepBbie cpenu ManuMeHTOB C JKEHCKUM (PEHOTUIIOM C SHAOKPUHHO-PENPOAYKTHBHBIMU
HapyILICHUSIMU OTMpeJieJieHa YacToTa U CTPYKTypa BPOXKICHHBIX aHOMAJUM IMOJIOBOrO Pa3BUTUSA B
Pa3HBIX BO3pPACTHBIX IpymIax.BeIABIEHBI pa3anuns B CTPYKTYpPE BPOXKACHHBIX aHOMAJIMM MOJOBOTO
pa3BUTHS CpEOU MOAPOCTKOB M B3POCIBIX NAIlMEHTOB. YCTAHOBJIEHO, YTO CpPEOU IalUEHTOB-
MOAPOCTKOB NPEBAIMPYIOT JUCTEHE3USI TOHAJ, aTPE3UMU BIIATAJIMINA U TMMEHA, CPEIU B3POCIBIX XKeE
MaUEeHTOB-AucIIa3uu Mrosuiepa.

VYCcTaHOBIEHO, YTO y TAIMEHTOB C 3aJIEPKKOM IOJIOBOTO Pa3BUTHS W/WIM MEHapXe caMoi
4acTOM aHOMAaJHUEHl SBJISIETCS IUCTEHE3Ms TOHAJ C MO3aW4YHBIM KapUOTHUIIOM, MEXAaHU3M KOTOpPOIO
3aKJII0YAETCS B HEPACXOKICHNUN WM OTCTABAHUU IOJIOBBIX XPOMOCOM Ha PaHHUX CTAIUAX JECICHUS
3UroTHI . B cily4asx AuCreHe3uu rOHaJ BBISBICHA KOPPEISIHS MEXIYy KapUOTUIIOM U (EHOTUIIOM, B
YaCTHOCTH, NMpU Mo3aumm3Me 45,X/46,XX npeBanupoBanue 46, XX KIIOHA KOPPEIUPYET C HEPE3KOM
3aJIep)KKOM pocTa M TOJOBOIO DPa3BUTHUS, CIOHTAHHOE € II0JOBOE DPA3BUTHUE M MEHCTpYyaluu
OTMEYAJIUCh Julllb y nanueHTa ¢ 47,XXX KIOHOM KJIETOK B MO3aMYHOM KapUOTHIIE.

VYCTaHOBIIEHO, YTO CpeId MAlMEHTOB C JKCHCKHMM (DEHOTUIIOM TEHHBbIE MYTallHH,
ONpENEAONINEe aHOMAJIUKM IIOJIOBOIO PAa3BUTHS MPOSBISAIOTCS CLEIUIEHHO C  X-XpOMOCOMOWM
(anApOTeHPE3UCTEHTHOCTD, CUHpOM CBaiiepa).

B ciyyasx mosHON aHAPOr€HPE3UCTEHTHOCTH ONPENEIIEH yIEIbHbIN BEC HACIEACTBEHHBIX U
Criopaguueckux hopm.

[Ipu aHanu3e MONy4YEHHBIX JAHHBIX, HA OCHOBAHUU HAJIM4YUs CEMEHHBIX ()OpM, BBICKA3aHO
NPEIIONI0KEeHNE, YTO HacleloBaHHe AWCIUIa3uii Miojuiepa MpoucXoauT MynbTudakTopHO. bonee
yacTasi BCTPEYAEMOCTh CIOPAJINYECKHUX CIydaeB AMUCIUIa3uil Mrojuiepa yKka3blBaeT Ha BaXKHYIO POJb
BHEIIHUX ()aKTOPOB B (HOPMUPOBAHUU JAHHBIX TIOPOKOB.

AHOManuu MOJIOBOTO Pa3BUTHUS y HOJPOCTKOB, B OCHOBHOM, IPOSBIISIFOTCS OTCTABaHHUEM B
MI0JIOBOM M (PU3MYECKOM Pa3BUTUU M/WUIIH 3aJIEPKKOM MEHApXe, a Y B3POCIIbIX MallMEHTOB-TUIOI0OBBIMU
penponykTuBHbIME 1oTepsimMu I u 1 TpumecTpoB GepeMeHHOCTH.

OOparaeMocTh B PENpOIyKTHBHYIO KIMHUKY KaK MOJPOCTKOB, TaK M B3POCIbIX MAIUCHTOB C
aHOMAJIMSIMHU TIOJIOBOTO PA3BUTHS B OCHOBOHOM OOYCJIOBJIEHA KJIMHHUYECKH HEPE3KO BBIPAKEHHBIMU
dbopmamu.

IIpakTHYeckast 3HAYUMOCTDb MCCJICA0BAHUSA

C mnpakTh4yecKkoll TOYKM 3pEHHs BechbMa Ba)XHBbIM SIBJISETCS BBIAEICHHE HH(DPOPMATUBHBIX
KIIMHUKO-JIA00PaTOPHO-UHCTPYMEHTAJIBHBIX ~ JTMaTHOCTUYECKUX  TIOKa3arened W pa3paboTka
aJIropuTMa McclieJoBaHUN HeMaHU(BECTHBIX (OpM aHOMAJIUH MOJIOBOr0 Pa3BUTHUS CPEIU MAI[UEHTOB C
KEHCKUM (EHOTUIIOM, TaK KaK CBOEBPEMEHHas [MarHOCTUKAa YKa3aHHbIX (OpM SBISETCS
MPEANOCHUIKON I aJeKBAaTHOM Tepalnuu MU IMPEBEHIMHM TAKUX OCIOXHEHWHM, KaK MaJMTHU3ALMS
TOHAa/I, paHHHUI 0CTEONOpo3, 3a00JIEBaHHS CEPACUHO-COCYAUCTON CUCTEMBI U .

BaxxHyr0 NpakTHYECKyH0 LEHHOCTh HMEET ONpPENENIEHHE PENpOAYKTUBHOIO NPOrHO3a M
YTOYHEHHUE TOJXOJI0B K €ro YIYYLICHUIO JUIsl OTAEIBHBIX (OPM BPOXKICHHBIX aHOMAJIHH IOJIOBOTO
pa3BUTHSL.

OcHOBHbBIE MOJ0KCHUH, BLIHOCUMBbBIC HA 3aIIIUTY



1. Cpenu manueHTOB ¢ >KeHCKUM ¢eHotuniom U | ameHopeelt HeMaHupecTHbIe (OPMBI
BPOKJICHHBIX AHOMAJIMI IIOJIOBOTO Pa3BUTHS SIBJIAIOTCA OCHOBHOM NPUYHMHON HAPYIICHUS
PENPOAYKTUBHON (DYHKITHH.

2. Cpenu mOapOCTKOB B CTPYKTYPE BPOXKIACHHBIX AaHOMAJIMU TIOJIOBOTO PA3BUTHS 3HAUUTEIHHYIO
JIOTIBI0 COCTABISIOT aTHUIMHYHBIE, MATKHAE (POPMBI TUCTEHE3UH TOHAl U aTPE3UH Biarajiuiia u
TUMCHaA.

3. Cpenu B3pOCHBIX TMAalMEHTOB, BPOXKICHHBIE AaHOMAJIWW TOJOBOTO Ppa3BUTHs dalle
NpeaACTaBJICHBI AWCILIA3UAMUA Mlonnepa, KOTOPBIC KIIMHUYCCKU ITPOABIIAIOTCA 6GCHJ'IOI[I/ICM n
IUIOJIOBBIMU  PEeNpOyKTUBHBIME moTepsmu | —II TpumectpoB OGepemenHoctu. | ameHopes
CpenH B3pOCIbIX MALUEHTOB BCTPEYAETCS PENIKO.

4. Jlonss MOHOT€HHOW MAaTOJIOTUM — CHHAPOM aHAPOTE€HPE3UCTEHTHOCTH BCTPEYAEMOCTh B
CTPYKTYPE BPOKJICHHBIX aHOMAJIUW TOJIOBOTO Pa3BUTHSA MaJla U B OCHOBHOM IIPEACTABIICHA B
BHJIC CIIOPAANYECKUX (PopM.

5. B ciyuasix AuMCreHe3uu roHaj] KIMHUYECKHH MOIMMOp(U3M OOYCIIOBJIEH MpeBaMpOBaHHEM
MO3aWYHOT0 KapHOTHUIIA U HAOIIOAAETCS KOPPEISIIHS MEKIY KapUOTUIIOM U (DEHOTHIIOM.

Anpodauusi padoThl

Paccmotpenune pabotsl cocrosiiioch 31 mapra 2006T. Ha pacIIMPEHHOM MEXOTIEICHYECKOM
3aceganuun HUM penponykuuun venoseka um. M. XKopnanus. @parMeHTsl paboThl OBLIH TOT0KEHBI
Ha | MexayHapoaHoi koH(pepeHnn «PenpoayKTuBHOE 30poBbe Monoa&xu» (Towmmmcu, 6-8 mas,
2006 T.)

IMyOoaukanum mo TeMe JUCCepTALNHA
[To Teme auccepranuu omyOJIUKOBaHO 4 CTaThH.

IIpakTHYeckoe BHeApeHHE Pe3yJIbTATOB HCCIeI0BAHUSA
Pesynbratel pabGotel BHenpensl B HUM penponykumm yenoBeka um. WM. YKopnanws,
PEenpoayKTUBHBIX KaOuHeTax I. TOWINCH U pa3iIndHbIX peruoHoB [ 'py3un.

CTpykTypa 1 00éM quccepranumn

HuccepranuonHas pabora BbimoidHeHa Ha 0aze HUU penponykimm uenoBeka um. U.
Kopnanust (I'enepanbubiii  aupektop- mpod. A.I'. Xomacypunze). Juccepranus COCTOMT U3
CIICAYIOUIMX pa3/esioB: BBEJIEHHE, 0030p JHUTEpaTypbl, MaTepuans W METOJAbl HCCIIEIOBaHUs,
pe3yNbTaThl COOCTBEHHBIX UCCIIEIOBAaHUI U UX 00CYKJEHHE, BHIBO/IbI, MPAKTUYECKUE PEKOMEH AN,
CIHMCOK HCIOJBb30BAHHOM JsuTepaTypbl. Pabota wu3nokeHa  Ha 133 meyaTtHBIX CTpaHUIAX,
wutroctpupoBana 20 Tabmunamu, 13 nuarpamamu, 4 cxemamu, 5 pororpadusiMu, 3 MPUITOKESHUSIMH.
Cnucok nurepaTypbl cOcTOUT U3 204 UCTOUHUKOB.

MATEPHUAJI U METO/AbI HCCJIIEJOBAHUA

C 1enb0 yCTaHOBJICHHUS YAEIBHOIO BECa BPOKICHHBIX AHOMAJMIl MOJIOBOTO Pa3BUTHUS B
CTPYKTyp€ HapyLIeHHH pernpoayKTUBHOW CHCTEMbl ObUI TPOBEACH aHalU3 MEIUIUHCKOMN
JOKYMEHTAluu narueHToB, noctynuBmux B 2000-2005 rr B NOJUKIMHKUKY, KIUHUKY U B OTIEICHUE
penpoayktuBHo# reHeTuku Hayuno-MccnenoBarenbusiii MactutyT nmenn M. Kopaanus.

Omnpenenenre yIeab,HOTO Beca Pa3indHbIX ()OPM BPOKICHHBIX aHOMAJIUH MTOJIOBOTO PA3BUTHS
ObUIO MPOBEACHO B Pa3IMYHBIX BO3PACTHBIX KAaTETOPUAX, KaK CPEAH MOJPOCTKOB, TaK U B3POCIBIX
MAIMEeHTOB C )KEHCKUM (QeHoTunom. Beero npoananmusuposano 4919 ucropuii 6onesHu.



C 1enpl0 yCTaHOBJICHHSI OCOOCHHOCTEH KIMHUKO-TEHETUYECKUX MapaMeTpoOB BPOXKICHHBIX
QHOMAJIMI TOJIOBOTO Pa3BUTHs OBLIO MPOBEICHO MPOCIEKTUBHOE HCCIENOBaHKHE 166 MalMeHToB ¢
XKEHCKUM (eHOTUTIOM B Bo3pacte 11-42 mer.

[To nmaHHBIM MMEKOMIEHCS MEAUUMHCKONM TOKYMEHTAlMHA B MOJHMKIMHHUYECKOE OTAEIICHUE
Hayuno-UccnenoBarensckuii Muacturyta umenn WM. Kopnanus B 2000-2005 rr obpatminocs 4919
MAlUeHTOB , H3 HUX NOAPOCTKOB — 1114 (22,6%), B3pociubix 3805 (77,4%).

Bcem manueHTaM TpOBOAMIUCH KIMHHYECKHE (omucaHue (EHOTHIA, aHTPOMOMETPHS,
THHEKOJIOTUYECKHA ~ OCMOTp),  JIaDOpaTOpHble W WHCTPYMEHTAJIbHBIE  HCCIICIOBAHUS:
yIbTpacoHorpadusi OpraHOB MalloTO Ta3a; MO MOKAa3HHUSIM - YIbTpacoHOrpadusi HaAMOYEYHUKOB U
MOYEBOW CHCTEMBI; PEHTTEHOJOTHUECKUE HWCCIIEIOBAaHUSA- THCTEPOCATbIMHIOrpadusi, MarHuTo-
pPE30HAHCHOE HCCIIEIOBAaHME OpPraHoB Majoro Ta3a M HAANOYEYHUKOB, JIAMAPOCKONUA H
rHCTOMOP(}OJIOTHYECKOE UCCIIEIOBAaHNE TKaHW TOHAH. Paano-MMMYHOJIOTHYECKMM HCCIIEIOBAHUEM
OTIpEeACIISAINCh YPOBHHU 0a3ajbHOW CEKpelUH MPOJIAKTHHA, (DOJLTUKYJICTUMYIHUPYIOIIETO TOPMOHA,
JIOTEMHU3UPOBAHHOTO TOPMOHA, 3CTpaauoJia M TECTOCTepoHa. ['eHeTnueckue uCCIeq0BaHUS
MIPOBOAMIIMCH BCEM MalMeHTaM (KJIMHUKO-TeHeanoruueckue, nutoreHetnueckue — G, C okpackoit
xpomocoMm). Takxke mpoBeneHo uccnenoBanue FISH meromom 1 manwmenta, mpeHtudukanus SRY
reaa PCR — MeToqoM- 2 manyeHToOB.

Crenenp pa3BUTUS BTOPUUYHBIX IOJIOBBIX IPHU3HAKOB olleHMBasiack 1o Tannepy (1955r.) c
WCIIOIh30BaHUEM OYyKB JIATUHCKOTO aib(aBuTa: JIOOKOBOE OBOJIOCEHHE- P, moambimiedHoe- AX,
MOJIOYHEIE KeJe3bl- Ma, MeHcTpyarus — Me, o 4-x 6anbHO# cucteme- 0,1,2,3.

OmnpeneneHue YpOBHS CEKPEUUU NPONAKTHHA, (DOJLTUKYJICTUMYJIHPYIOMIETO TOPMOHA,
JIOTEUHU3UPYIOILETO TrOPMOHA, ACTpajguoia u TECTOCTEPOHA IIPOBOAMIIOCH
PaIMOMMMMYHOJIOTHUYECKUM METOJOM B CHIBOPOTKE KpPOBHU IOCpeAcTBOM HabopoB dpanirys3cko-
Yemickoit ¢upmbr “IMMUNOTECH®, nemenkoit “ IBL”, “HUMAN”, “DRG”, amepukaHCKO
“NUBECO”.

VYibTpacoHOrpaueckoe  HCCIEAOBAaHME  OpraHOB ~ Majoro  Ta3a  IPOBOJIMIOCH
a0IOMUHAJILHBIM WJIM BarnHaJbHBIMU naTuynkamu anmapatoB ¢pupmbl “AUSONICS” u “SIEMENS”.
Y CTaHOBIUBAIKNCH pa3Mephl U CTPYKTypa MaTKH (TIepeAHe-3aJHUH, [UTHHA, IIUPUHA) U TOHA].

MatepuanaoM Ui UUTOTEHETHYECKUX HCCIEAOBAHUN CIIYXWJIH XPOMOCOMHBIE MpernapaThl,
MOJIyYCHHBIE MyTeM KyJbTHBHPOBAHUE JUM(POLUUTOB Nepuepuyeckoidl KpOBU MOIYMUKPOMETOAOM
Hangerford (1965). B crepwipHbix yenoBusx k 0,5 wmim kpoBu gobamsum 0,15 Mo
¢utoremarmoruanHa (pupma “SIGMA”), 6 Ma nuTarenbHOM cpeabl «Mrna» ¢ rmoTtaMuHoM , 1,5Mi
ChIBOPOTKH KpoBU AB rpynmnel. KynbTuBHMpOBaHHE MNPOBOAWIOCH B TEYEHHUHM 72 YacoB MpHU
temnepatype +37°C. 3a 1,5 uaca 10 dukcamuu g00aBISUTH PACTBOP KOIXUIMHA B KOHICHTPAIHH
0,5MKr/mi1, Ui OCTaHOBKHM KIJIETOK, B cTaauu Meradasbl. B kauecTBe T'MIIOTOHHYECKOTO pacTBopa
ucnons3oBamn 0,55% KCI, momorpersiii 10 +37°C. O6pabOTKa THIOTOHHYECKHM PACTBOPOM
mmiack 20 muHyT. [locie aToro kieTkw (UKCHUPOBAIUCH (PUKCATOPOM, KOTOPBIM TOTOBUIH €X
tempore M3 CMECH METaHOJIa M JEASHOW YKCYCHOM KucioTel (3:1). dukcaTop MEHSUIM TPHKIBL.
[TomydyeHHble mpenapaTbl CyIIMJIN MPU KOMHATHOM TeMIepaType, 3aTeM Mpenaparbl MOMelaln B
TEPMOCTAT C TEMIIEPATyPOU +37°C He MeHbIIe YeM Ha 3-4 JiHsl.

Jns mudpepennmanbHOi OKpacku XpoMocoMm Obutn riciofib3oBadbl G (Seabight, 1971) u C
(Summer et al., 1972) metoasl. s okpacku XpOMOCOMHBIX TpenapaToB G METOZOM HCIOIb30BATU
pactBop ['mm3bI, KOTOPBIN TOTOBWIM Ha OyddeprHom pactBope docdara (pH-6,8). s tuarHocTuku
Mo3auiuizMa anammsupoBanu 29 kinerok (Kynemos H., Anexun I'. 1974). B ciydasix XpoMocoMHOU
aHoOMaJTiH 3anuck hopmyi mpooauiau o [Tapmxckoit Homenkinatype (Mitelman, 1995).

B onHOM ciydae MOJIEKYJSIpHOE LUTOIEHETHMUYECKOE HCCIIEIO0BAaHUE IPOBOAMIN METOI0M
FISH (¢mroopectienTHas in-situ ruOpuan3anms), a y AByX MalieHTOB MOJIMMEpa3Has IEeMHast pEeaKIus
ObUIa KCIIOJIb30BaHa C 11eJbI0 ycTaHoBJIeHUs: SRY reHa Y XpoOMOCOMBI.

Knunuko-reneanornyeckoe McclieJOBaHUE MPOBOIWIM CTaHIAPTHBIM MeTojgoM. M3yuanu 4
nokoseHust. Ocoboe BHUMaHue ObLIO 0OpalieHO Ha OTCYTCTBHE MEHApXe W IOJOBOTO pa3BUTHs, HA
Oecrutoaue u penpoaykruBHbie motepH I-11 Tpumectpa cpenu poacTBEeHHUKOB MTpoOaHIa.



Pe3yabTaThl Hcc/ie10BAHNUS U UX 00CYKAeHHE

[To manubiM MenuuuHcKOM AokymeHTanuu B 2000-2005 rT. B MOJUKIMHUYECKOE OTEICHUE
Hayuno-UccnenoBarensubiit Uucturyt umenn W.Kopaanus ob6patunucsk 4919 manueHToB, U3 HUX
1114 moxpoctkoB (22,6%) u 3805 B3pocneix naruenta (77,4%). B ctpykrype obmieit oopamaemoct
MAIMEHTOB yAETbHBIA BEC BPOXICHHBIX AHOMAJUU TMOJOBOTO pPa3BUTHS cocTaBui 3,4%, U3 HUX
cpenu noAapocTkoB-4% (45 manueHToB), a cpeau B3pocibix —2,5% (94 nanuenTa).

Jlonst BpOXKJIEHHBIX aHOMAJIUW TIOJIOBOTO Pa3BUTHsI B OOIIEH CTPYKType pernpoayKTHBHBIX
HapyIIeHH oKa3anachk Bhiie (7,4%), ueM B cTpykType obpamaemoct (3,4%).

Cpenu MOOPOCTKOB JOJSi BPOXKJIEHHBIX AaHOMAJIWN TIOJIOBOTO Pa3BUTHUSL IO CTPYKTypam
PENpOAYKTUBHBIX HapyieHui (4,2%) u obpamaemoctd (4 %) 3HAUUTETHHO HE pa3Inyaliach, TOTIa
KaK Cpeld B3pOCIbIX NAIlMEHTOB JI0JI1 BPOXKIEHHBIX aHOMAJIHUU IOJOBOTO Pa3BUTUS B CTPYKType
pPENPOAYKTUBHBIX HapylIeHWH oOKa3ajach 3HauuTenbHo Bbime (11,8%), yem B cTpykType
oOpamaemoctu (2,5%). aHublit GakT BO3MOKHO OOBSICHUTH TEM, YTO MOAPOCTKH OOpaliaroTcs B
KIIMHUKY B OCHOBHOM II0 TIOBOAY PENPOAYKTUBHBIX HApyLICHHH, 00paIiaeMoCTh-K€ B3POCIBIX
MAIMEHTOB 3a4acTyl0 OOYyCIIOBJI€HAa BOCHAIUTEIBHBIMU U OIyXOJEBBIMU 3a00JIEBAHUAMHU IOJIOBBIX
opraHoB. B psne paboT mokazaHo 6osee yactas BCTPEYaeMOCTb BPOXKICHHBIX aHOMAJIUH MOJIOBOTO
pa3BUTHS B CEJEKTUBHBIX TpYIIax, B YacTHOCTH CpPEAM NAIEHTOB C PENpOyKTUBHBIMU
HapyIIEHUsIMH, TIO CpaBHEHHIO ¢ o0mie nonyisiuei (Berenbaum 2004).

Hamu Obuta ompeneneHa A0js BPOXKIECHHBIX aHOMAJIHI IMOJOBOTO Pa3BUTHS B CTPYKTYpe
IIEPBUYHON aMEHOpeu B LEJOM , a TakXke II0 OTIAEIBHOCTH CpPEIu IOAPOCTKOB M B3POCIBIX
ManueHToB. B o0miel CTpyKType NMEepPBUYHOM aMEHOPEW JOJS BPOXKIECHHBIX aHOMAIHMH ITOJOBOTO
pa3BUTHS OKa3ajgach BechbMa BbICOKOU — 80%, mpu 3TOM BbIIIE cpean MoAPOCcTKOB (85%), yem cpeaun
B3pocibIX (68%). DTO MOXHO OOBACHUTH CIEHU(UYHOCTHIO OOpamaeMocTd B KIMHMKY HayuHo-
HccnenosatensHoro Mucturyra umenn WM. JKopnanusi.

HHTepecHbIMU OKa3aluCh pe3ysbTaThl aHalU3a CaMOil CTPYKTYphl BPOXKJIEHHBIX aHOMAJUI
nojioBoro pasButusa. Cpeau MOAPOCTKOB Haubosiee BBICOKOW Obla JOJs aTpe3Wd HIDKHEH TpeTH
Brnaramuima u rumeHa (37,8%), Takke BBICOKOW OKa3zajlach JoJisi aucreHe3uu roHan (28,9%).
VnensHas pona npucmnazuu Miomnepa (17,8%), angporenpesucreHtHocTH (8,8%) 1 amnasum
Miomnepa (6,7%) Obul 3HaunTenbHO MeHbLIMME. CTPYKTypa BpPOXKIEHHBIX aHOMAJIMM MOJOBOTO
pa3BUTUS CpPEOU TMOAPOCTKOB 3HAYUTEIHHO OTJIMYAlach OT WX CTPYKTYPBI CpPEIu B3POCIHBIX
MAUEHTOB, TNie ImpeBalupoBaia aois aucruiazuit Mromepa (81,3%), Torna kak 1oy pa3ivyuHbIX
dbopM JAHCreHe3Wu TOHAJl, XapaKTePU3YIOUIUXCS OTCTaBaHWEM B TIIOJIOBOM pPa3BUTUH, ObLia
3HauutTenbHo Hke ( 13,4%). Eme wmenbimie okaszanack jons armiasud Mriomepa (4,2%) u
aHApOreHpe3ucTeHTHOCTH (1%).

OTU pa3nuuus BIOJHE MOHSATHBI €CIM y4ecTh, YTO MALMEHTHl C aTPe3UsIMU BIarajiuiua u
TUMEHA, C TeMaTOKOJIBIIOCOM U FeMaTOMETPOi U 0OJIsIMU B 00JIaCTH Taza, KaK MPaBUIIO, OOPAIIAIOTCS
B KJIMHUKY B Hauajie myOeprata. B ciywasx nucreHe3suu roHaj, Korja Hapsay C OTCTaBaHHEM B
MOJIOBOM Pa3BUTHUH, YACTO MPOSIBISAETCA U OTCTAaBaHUE B POCTE MPU JAUCIUIATUYECKOM TEJIOCIOKEHUH,
oOpamaeMocTb B KIMHHKY B OCHOBHOM IIPOMCXOJUT B MOAPOCTKOBOM mepuone. [lpu
aHJIPOTePE3UCTEHTHOCTH U aruia3uu Mrojuiepa OCHOBHOM MPUYMHON 00pamaeMoCcTH MOAPOCTKOB B
KIIMHUKY SIBISIETCS 3ajiep’KKka MeHapxe. UTo-ke Kacaercs Auciuiazuii Miomsiepa, B MOAPOCTKOBOM
Neprojie KIMHHUYECKU OHU MPOSBISIIOTCS OYEHB PEIKO M BBISBISIFOTCS JIUIIh B TEX CIydasx, KOT/a
MIPU HAJIMYUHU JIBYPOTOM MaTKH UMEET MeCTO aTpe3us ogHoro u3 Biaranuimi (Creatsas, 2005).

Cpenu B3pOCIBIX MAIIMEHTOB HU3KAsl YacTOTa arutasuu Miojuiepa U aHApPOTeHPE3UCTEHTHOCTH
OOBSCHSIETCS PEAKOCTBHIO 3amo3fanblx oOpalieHuii B KIMHUKY ¢ | ameHopeed. Mamas mous
JUCT€HE3UU TOHAJ B CTPYKTYpPE BPOXKICHHBIX AHOMAIHMM TOJIOBOTO Pa3BUTHS CPEAM B3POCIbBIX
MAIMEHTOB 00YCJIOBJIEHAa TAK)Ke BBINICYNIOMSHYTOM npudyuHOi. [lpu 3TOM cinegyeTr oTMETUTh, U4TO y
B3pPOCJIBIX TAIUEHTOB C AMCTEeHE3Uel ToHaJ HAOMIoAATUCh T¢ (POPMBI, KOTOPBIE XapaKTEepPH30BAINCH
TUIOTOHAN3MOM, 0e3 pe3Koro oTcraBaHMsi B pocTe. UTo ke KacaeTcsl NpeBaIlpOBaHUS J10JIU



nucriazuid - Mrossepa B CTPYKTYpE BPOKJICHHBIX aHOMAJIMK IOJIOBOTO Pa3BUTHUSL CPEAU B3POCIHbIX,
3TOT (aKT OOBSACHSIECTCA TeM, YTO YKa3aHHBIA BUJ aHOMAJIMH MPOSBISIETCS MO0 OecruioaneM, oo
BBISIBJISIETCS CITy4aifHO MPH YJIBTPACOHOTPA)UUECKOM HMCCIEIOBAHUU THHEKOJIOTHUECKUX MaIlHeHTOB
(Kupesic 2005, Creatsas 2005).

[Ipy nOpoCHeKTUBHOM HCClEeNOBaHMM 166 TANMEHTOB C BPOXKICHHBIMU aHOMAIUSIMH
MIOJIOBOTO Pa3BUTHS JAMATHO3 Pa3IMUYHBIX (DOPM IUCTEHE3WH TOHAJ OBUI YCTaHOBJIEH B 45 cimydasx
(27,1%). 13 mux knaccuueckas popma aucreHesnu ronaj Habmromanack y 21 maruenrta (46,7%),
HeKJIaccuuecKast (qucrenesust sMuHukoB) popma- y 18 (40%), cmemannas —y 1 (2,2%) u uucras-y 5
(11,1%).

B pesynbraTe IIMTOT€HETHMYECKOTO MCCIEIOBAHUS IALMEHTOB C KJIACCHYECKO (opmoii
nucrenesun roHan (cunapom Tephepa) kapuotun 45,X Obul ycTaHoBiieH y 9 marueHtoB (20%),
Mo3zautusM 45,X/46,XX —y 11 mauuentos (24,4%), a Mozanunbiit kapuotur 45,X/47,XXX- numib y
onHoro manuenta (2,2%). Ciaenyer OTMETUTh, YTO B mocieaHeM ciydae 47,XXX KIeTOYHBIA KJIOH
ObUI BBISABIICH ITyTEM MPUMEHEHHS METOAa MOJeKy sipHOil nuTorenetuku (FISH).

VY nmanueHToB ¢ HekJlaccuiyeckoil ¢popMoil aucreHe3nn ronana Bo Beex 18 cioyuasx (40%) Obi1
YCTaHOBJIEH MO3anyHbIi KapuoTun 46,XX/45,X ¢ npeobnaananueM HOpMaibHOTO 46,XX KI€TOYHOTO
KJIOHA.

Y OonHOM mMalMeHTKH CO CMEmaHHOM (opMoil nucreHe3sun TroHaj ObLT YCTaHOBJICH
XapaKTEPHBIN ISl JTaHHOU (DOPMBI MO3aWMYHBINA KapruoTu 45,X/46,XY.

W3 5 nmanueHToB ¢ 4ucTOd (OPMOM NUCTEeHE3WH TroHa] y 4-X OblT YCTAaHOBJIEH KapHOTHII
46,XVY, ay ogHoro- 45,X.

[Tpu paznuusbIX (opmMax IUCTEHE3UMH T'OHaA MOpP(GOTUIl HMalMeHTOB ObuT pasnuyeH. [lpu
KJlaccuuecko (opme awcreHesmu ToHAn B 16 ciydasx HaOMIOIAIOCh UCIIACTHYECKOE
TEJIOCIIOKEHHE M JUIIb B 5-TH- (emuHHOE. [Ipum Hekmaccuueckoil ¢opme IUCTEHE3WH TOHAal
(mucreHe3us SMYHUKOB) y BCeX 18 marueHToB Tenocnoxenrue 0pu10 eMUHHOTO TUTIA. Y TAI[UEHTa CO
CMEIIaHHOH (HOPMOI THUCTeHE3UH TOHAJ] OTMEYAIOCh AUCILIACTHUECKOe Teiocnoxenue. [Ipu uncroit
dbopMe naucreHesuu roHajx B 4 ciydasx HaONIOAaIoCh €BHYXOHJHOE, a B OJHOM- CIIOPTHBHOE
TEJI0CIIOXKEHHE.

[Ipu pacnpeneneHny NalMEHTOB C AUCTEHE3UEN FOHAJ MO POCTY OBLJIO YCTAHOBIEHO, YTO MPHU
HU3KOM pOCT€ HET KOPPEJSALMH C BO3PACTOM, B YACTHOCTH, OYEHb HM3KHE NMALMEHTHI, pocToM 130-
139 cM, BBIABWIIMCH NMPUMEPHO C OJIMHAKOBOW YaCTOTOW BO BCEX BO3pacTHBHIX rpymmax. [TogoOHas
TEHJCHIIMS Ha0JIroAanach U cpeay nanueHToB poctoM 140-149¢cm. B rpymme-xe manueHToB pocTOM
145 (150)-160cm mpeBanmpoBaidy TanuMeHTbl Bo3pacToMm 15 1. m crapme. [Ipu poctel50-160cm
npeobianany maueHTsl cBbiie 18 yer. PocT manueHToB ¢ 4ncToi (hOpMOi TUCTeHE3WH TOHAA BO
Bcex ciydasx Obut Bbime 160 cM. MokHO mpeamnonoraTh, YTO MAIMEHTHI C PE3KHUM OTCTaBaHHUEM B
pocte 00pamaroTcs B KJIMHUKY paHbIIC, YeM MAIMEHTHl ¢ HOPMAJIbHBIM POCTOM, HIU HEPE3KHM
oTctaBaHueM B pocTe. OCHOBHBIMU NPUYMHAMHM OOpAIlaeMOCTH B METUIIMHCKOE YUPEKICHUS
MOCIICHUX SIBJISTFOTCSI OTCTaBaHUE B MOJIOBOM PA3BUTHH U 3a/IepKKa MEHApXe, YTO U 00yCIIOBIMBACT
ux 6osee no3aHIO0 oOpamaemocts (Veldhius 2005).

OTtcTaBaHue B TOJOBOM pa3BUTHHU, BBIPAXKEHHOE B PA3IMYHON CTENEHU (OT MOJIHOTO €ro
orcyrctBus 70 Il cramum mo Tanner) HaGmromanoch y BCEX MAIMEHTOB, 332 MCKIIOYCHUEM OHOU
MalUeHTKU, C JIUCTE€HE3WH TOHaJl. B OCHOBHOM IMOJIOBOE pa3BUTHE MAIIMEHTOB JAHHON TPYIIIIbI
cooTBeTcTBOBAI0O Ma . PojAx (. ;Meo. Takum o00pa3oM, CIIOHTAaHHOE TIOJIOBOE PAa3BUTHE H
MEHCTpYyaIuy HaOJI0IakCh NI Y OJHOW manueHTku ¢ penotunom TepHepa ( pe3koe oTcTaBaHUe
B POCTE, TUCIIJIACTUICCKOE CTPOSHHUE Tela, COMAaTUIECKUE aHOMAJUH) B KapruoTurioM 45,X/47, XXX.

[Tpyu TMHEKOJIOTUYECKOM HCCIIeIOBAHUY THITOTUIA3HS MABIX MOJOBBIX I'y0 BCTpedanach 4acTo
(86,7%), xnmurtop He ObUT BUPWIM3HPOBAH HU B OJHOM CJIy4yae, KpoMe€ OJHOTO (MAalMEeHTKH C
kapuoTunoM 45,X ¢ uucroii popmoii aucrene3un ronan). Braramuie, kak npaBuio, y MarHeHTOB €
JIUCTeHe3ui ToHaj ObUlo Y3KUM M JUIMHHBIM. [Ipm OuMaHyalnbHOM HCCIIEJOBAaHMM MaTKa
MaJbIMpOBaiach B BUIE TsKa.



[Ipu gucrene3uu ToOHAA MAaHHBIE YIBTPACOHOTPAPHUUECKOrO HCCIEAOBaHUS ObUIM OYEHBb
XapaKTepHbIMU, B YAaCTHOCTH, B OOJBIIMHCTBE CIy4yaeB OOHapY’>KMBAJIUCh TSHKEBHJHBIE TOHAAbl U
MaTKa, 4yTo oTMedeHo U B jureparype (Speed 1986, Gunniff et al., 1991). [lauubiii ¢akr
OOBSICHACTCSI B TEPHOAC TECTAllMd aIloNTO30M HM3HAYAIBHO HOPMAJIbHOI'O  KOJINYECTBA
CYIIECTBYIOIIUX 3apOABIIIEBBIX KIETOK M TpaHchopMmanueld ToHaJ HOPMAIbHON CTPYKTYphl B
(UOPO3HO-COCTMHUTETHPHOTKAHHIO CTPYKTYpPY (Speed 1986, Gunniff et al., 1991).

[Ipu Heknaccuyeckux (opMax AUCTEHE3WU TOHAA B Psie CIy4aeB MOTYT OOHAPYKUBAThCS
TUNOIUIACTUYECKAs MaTKa U SMYHHUKHU CO CKYJIHBIM (DOJUTMKYJIpHBIM anmnapaToM. J[aHHOe sBlieHUE
OOBSICHATCS TEM, YTO MPOUCXOIUT HEMOJHBINA amomnTo3 OOHHUTOB Ha 15-20 Henmerne recranuu, 4TO
MOJKET MPOSBIATHCA B pAle ciaydaeB popmupoBanueM ¢osumkyna (Saenger 2001).

['uneproHagoTpONUHEMHUSI U TUIOACTPOreHUs, OOIIENpU3HAHHBIE IOKa3aTelu MEePBUYHOTO
TOHA/IaJIbHOTO THIIOTOHAIU3Ma, HAOII0AaIMCh He BO BCEX ClIydasX KIacCHYecKHX (opM IucreHe3nu
TOHAJ, YTO MOKHO OOBSCHUTH KaK HCTOLIEHUEM TUMo(u3a, TaK U HAIMYUEM JPYTUX HUCTOYHUKOB
NPOAYKUIMH ACTPOTeHOB (HAAMOYEUYHUKH, WIM Tepudepudeckas KOHBEPCHUS TECTOCTEpPOHA B
actporenbl) (Gravholt et al., 2004). I'mmepronamoTpornuHemusi Ha (OHE THIIOICTPOTEHUHU, B
KJIACCUYECKOM BapuaHTE Cpeau HaIIMX IallMeHTOB, BBIIBMJIACH BO BCEX CIyYasx YHUCTHIX (opM
JUCT€HE3UH TOHAI.

[Tpu cunapome TepHepa U3 COMAaTHUECKUX aHOMAIUI Hanbosee YacTo OTMEYAINCh IMPOKas,
kopotkas mes (90,5%), ¢ Hu3koi suHuel pocta Bonoc (52,4%), mukporHarus (52,4%) u
00ukooOpa3Has TpynHas kietka (42,9%), 4To-kKe KacaeTcsl THUIMHYHOTO /I JAHHOTO CHHIpOMA
MPOSIBJIEHUSI B BHJI€ KPBUIOBHUIHBIX CKJIAJIOK Ha II€€, OHM OTMEYAJIUCh JHIIb Yy 3-X HAlUEHTOB.
JlauHblii  (akT yKa3bIBaeT Ha TO, YTO XOTS 53TO KIMHUYECKOE TIPOSIBICHHUE U SBISETCS
MMaTOTHOMHUYHBIM, HO HE 4acCTbIM CUMIITOMOM i1 cuHApoMa TepHepa. BrimeorMeueHHOE KacaeTcs
Takk€ M OTEYHOCTH KOHEYHOCTEH, KoTopas HaOmonmanach y 4-x mamueHTok (19%). JlaHHbrid
CUMIITOM, B OCHOBHOM, BBIPAXKEH B IIEPHOJI€ HOBOPOKICHHOCTH U KaK IIPaBUJIO, MCUE3AET B NIEPBBIC-
e Mecslbl )KU3HU. B mocienyromue nepruoibl )KU3HA 00paIiaeMoCcTh MAllMeHTOB B MEIHIIMHCKUE
yUpeXJIEeHUs, B OCHOBHOM, OOYyCIIOBJI€HAa HAJIMYMEM pPA3JIMYHBIX BHUCLIEPONATUNH U OTCTAaBAaHUEM B
pocre u momoBom pazButuu (Frias et al., 2003, Sybert et al., 2004). Bucueponatuu B Hariem
MaTtepuaie oTMedanuch y 9 mauumeHtoB (42,9%), U3 HHUX aHOMAIUU MOYEBOH CHUCTEMBI y 6-TH
(66,7%) 1 anomanuu cepaedHo-cocyaucToi cuctemsl — y 3-x (33,3%). bonee wacras Bctpe4aeMoCcThb
BUCLIEPOIIATUU 0 JaHHBIM JIUTEPATypbl, MOBUAUMOMY, OOBSCHSETCS NPEBATUPOBAHUEM MSTKHX
¢dopm B Hatiem matepuane (Sybert et al., 2004).

B ciywasx nucreHe3uM roHaJ BBISBHIJIACH KOPPENSLHS MEXAY KapHOTUIIOM U (DEHOTHIIOM,
BbIpaXKarouasicss npu mnpeBaivpoBaHuu 46,XX KIETOYHOrO KIOHA B MO3aMYHOM KapuUTOIE
46,XX/45,X Hepe3KOM OTCTaBaHWUU B POCTE M TOJOBOM PA3BUTHH M CKYAHOCTBIO COMATHYECKUX
aHoMaynii. CIIOHTaHHOE TOJIOBOE Pa3BUTHE U MEHCTPYyallMyd HAOIIONAINCh JIMIIb B CIIydae HAJTHMUUSI
47,XXX KJIOHa KJIETOK Hapsxy 45,X KIETOYHbIM KJIOHOM B MO3anyHOM Kapuotumne. [lo maHHbIMH
JUTEpaTyphbl CIIOHTAHHOE MEHapXe Yale HaOmonaeTcs y mauueHToB ¢ HanmmuueM 47,XXX KiIoHa B
Mo3anyHoM kapuotune (70%), yem y manueHToB ¢ mpeBaivpoBaHueM 46,XX KiIoHa B KapUOTHUIIE
46,XX/45,X (34%) (Sybert 2002).

Kpome xapakrepHOro majist 4ucThix GopM AUCTEHE3UH TOHA KapuoTuma 46,XY, KOTOPBIH ObLI
YCTaHOBJIEH Yy 4-X MAIMEHTOK, B OJHOM ciyd4ae ObUI BbIsBiIEeH Kapuotun 45,X y MalueHTKH ¢
KIIUTOPOMETAINEH U TUPCYTHU3MOM, YTO MOXKET OBbITh OOYCIIOBJIEHO TpaHCIoKalued ¢parmenra Y
XpOMOCOMBI Ha X XpOMOCOMY, WJIM Kakylo JuOO ayTocoMy. B cBsi3M ¢ Takoil BO3MOXKHOCTBIO, 3a
MOCJIEIHUE TOJIbl, IPU IIUTOr€HETUYECKOM HCCIIE0BAHNUN OOJIBIIOE 3HaUCHHE MPUAACTCS BBISIBICHUIO
Marepuana Y XpOMOCOMBI IIpU OTCYTCTBUU B KapUOTUIIE Y XpOMOCOMBI. HacToTa TakuX HaxXOAOK IO
JaHHBIM JIUTEpaTyphl kKosebnercs B mpenenax 4-61%-os (Yorifuji et al., 2001).

Ha ocHoBanuu aHanmmsa COOCTBEHHBIX M JIMTEPATYPHBIX JAHHBIX HAMH OBUIM BBIJEICHBI
MH(GOPMaTUBHbBIE KIMHUKO-TA00paTOPHO-MHCTPYMEHTAJIbHbIE IOKa3aTead UId Pa3iudHbIX (opM
JTUCTE€HE3UH TOHAJ.



Knunuko-nabopaTopHO-UHCTpyMEHTANbHBIE MH(QOPMATHBHBIC IMOKA3aTeIN MPU KIACCUYECKOU
dbopMme aucreHe3nu roHaa (cuaapom TepHepa):

JAucnnacmuyeckoe  menocinodcenue;  HUKUIL  pocm;  comamuuecKue — AHOMAIUU U
sucyeponamuuu; OMCymcmeue Uil 3a0epHCKA NON06020 PA3BUMUA;3A0EPHCKA MeHapxe, Ulu
nepeuunas amenopesa (6 3asucumocmu om eo3pacma), OJUHHOE, Y3KOe 61a2anuuje; Npu
2UHEKONI02UYEeCKOM U YIbMPACOHOZDAPUUECKOM UCCTEe008AHUAX MANHCECUOHbIE MAMKA U 20HAObL,
0e3 ghonnukynapnozo annapama; kapuomun 45,X, unu 45,X/46,XX, unu opyzoii mun mozauyuima
¢ npesanuposanuem 45,X Knona, unu cmpykmypHsle aHOMAAUU XPOMOCOM, Yauie U30XPOMOCOMA
X

Knuauko-nabopaTopHO-UHCTPyMEHTANbHBIE MH()OPMATHBHBIEC MOKA3aTeNH MPU CMENIaHHON (opme
JVICTE€HEe3UU TOHAT :

Jucnnacmuyeckoe  menocnodxcenue;  HUKUIL — pOCm;  coMamuuecKue — AHOMAIUU U
eucyeponamuuu;

6 nybepmame nosgleHUe NON06020 080]10CEHUA, KIUMOPOMEZAIUU, HEPA3EUMbIE MOJIOYHbIE
Jcenesnl, 3a0eprcka menapxe, unu I amenopes (¢ 3agucumocmu om 6o3pacma), y3Koe, OJTUHHOE
enazanuuwie; NPU ZUHEKO102UYECKOM U YIbMPACOHOZPAPUUECKOM UCCIe006AHUAX MANHCEGUOHDBIE
Mamka u 20Haobvl, 1UGO ygeauuenue 20Haovl ¢ 00HOU cmopouvl; Kapuomun 45,X/46,XY.
Knnanko-1abopatopHO-UHCTPYMEHTAIbHbIE HH()OPMATUBHBIC TMOKa3aTead IMpU 4YHUCTOH (opme
JVCTE€HEe3UU TOHAT :

Demunnoe unu e6HyxXouoOHoe MenociodHcenue; Hopmanvhvlil pocm;Omcymcmeue unu 3a0epicKka
no0/106020 pa36UMUA;OMCYMICIMGUE COMAMUYECKUX AHOMAIAUU U GUCUEPONAMUU;3A0ePIHCKA
menapxe unu I amenopesa (6 3asucumocmu om eo3pacma), y3Koe, ONUHHOE 61A2aNUU4E;NPU
CUHEKONI02UYEeCKOM U YIbMPACOHOZPAPUUECKOM UCCE008AHUAX MAIHCECUOHBIE MAMKA U 20HAObL,
0e3 ponnuxynapnozo annapama;kapuomun 46,XyY unu 45,X (nanuuue ¢ cenome ppazcmenma y
Xpomocomwt);

Knuauko-nabopaTopHO-UHCTPYMEHTANBHBIE WH(GOPMATUBHBIE MOKA3aTeIN MPH HEKIACCUYECKOU
dhopme nucreHe3nu roHa

Demunnoe uiu Hepe3Ko GbIPaAdzCeHHOe OUCNIACMUYECKOe ME0CI0)CeHUe; Hepe3Koe Oncmasanue
6 pocme U NONOGOM DPA36UMUUHEPE3KO GbIPANCEHHbIE COMAMUYECKUE AHOMAIUU UMW UX
omcymcmeue;npu 2UHEKO0N02UYeCKOM u yasmpaconozpaghuueckom uccnedosanuu
CUNONIACMUYHAA MAMKA, AUYHUK €O CKYOHBIM (DONTUKYIAPHBIM ARRAPAMOM;KAPUOMUN
46,XX/45,X, ¢ npeoonaoanuem 46,XX Kiemouynozo Kiona, uiu Opy2ou mun mMo3auyuma, uau
cmpykmypHule anomanuu X Xpomocomol.

Cpenu  WCCIEOBAaHHBIX HAMHM  TAIlMEHTOB CHHIPOM  aHJIPOTCHPE3MCTEHTHOCTH  ObLI
JTUArHOCTUPOBaH y 17 marueHToB, U3 HUX mojHas Gopma- y 16, HemosHas-y OJTHON MaIllMeHTKH.

Y Bcex NAalMEeHTOB OTMEYaJCsl JKEHCKUH (EHOTHIT M TICHMXOCEKCyallbHBIM HacTpoil. Bce
MAIUEHTKU C MOJIHOM (opMON aHIPOTreHPE3UCTEHTHOCTH OBLIM CIIOPTUBHOTO TEJIOCIOXKEHUS, pOCT
konebancst or 160 no 180 cm-0B, y Bcex HaOmojanach nepBU4YHas ameHopes. LluTorenernueckum
Hccae0BaHNEM Y BceX 17 manueHTOK ObUT YCTaHOBJICH HOPMAaJIbHBIN MY)KCKOM KaproTHuIl- 46,XVY.

[Ipu cunzpome aHIPOTEHPE3UCTEHTHOCTH BEChbMa HMHTEPECHBIM OKa3ajlaCh OILIEHKA I0JOBOTO
pasButus. Ilo cxeme Tanner y 13 mauueHToB ¢ monHOM (opmoit aHaporeHpesucteHTHOCTH (75%)
J00KOBOE M MOAMBIIIEYHOE OBOJIOCEHHE He Obu10 pa3BuTo (PyAxXp), uIIb y 3 manueHToB 0TMEYaIoch
ux ckynHoe passutue (PjAx;). Y manuenTa ¢ HemoaHOW (GOpMO aHAPOTCHPE3UCTEHTHOCTH TIOJIOBOE
OBOJIOCEHHUE OBLTO pa3BUTO HOpMaATbHO (P3AXj3).

VY Bcex MaIlMeHTOB C TMOJTHOW (POpMOI aHAPOTEHPE3UCTECHTHOCTH MOJIOYHBIC >KEJIe3bl OBLIN
XOpOIIO pPa3BUTHI, OpEOJbl NMUIMEHTHpoBaHbl (Mas), a y NalMeHTKH C HEeNnoJHOW (opMoit
aH/IPOTeHPE3UCTEHTHOCTH OTMeUaaoch HabyXaHHe MOJIOYHBIX JKeje3 ¢ yBenuueHueM opeoi (Ma,).

[Ipyn cuHOpPOME aHAPOTECHPE3UCTEHTHOCTH XOPOIIOE pa3BUTHE MOJIOYHBIX JKelle3 Ha (oHe
CKyJHOTO IIOJIOBOTO OBOJIOCEHHUS OOBsICHSETCS nepudepudeckoil KOHBEPCHUEH aHAPOTEHOB B
sctporensl (Hannema et al., 2004).



[Ipy  TUHEKONOrMYEeCKOM  HCCIEIOBAaHMM y  BCEX TMAlEHTOB C TMOJHOH  Qopmoii
aHIPOTEHPE3UCTCHTHOCTH (16 MAaIMEeHTOB) OOJIBIIKE MOJIOBBIC TYOBI OBUIM XOPOIIO Pa3BUTHI, MaJIbIe
TUMOIUIACTUYHBI, BUPHWIM3allMA KIUTOpa HE oOTMeuanach. JlnMHa Biaraidwm@a 1O 30HAY
cootBercTBOBaia 3-4 cM (12 mamMeHTOB), W 3aKaHYMBAJIOCh CJIENO, IIE€MKa MaTKU HE
BU3YaJN3UPOBAJaCh, a Y MAIUEHTOB C MOJIOBOI aKTUBHOCTBHIO AJTMHA BJIAarajiuila mpeBbliana 6 cM-0B
(3 maumeHra), 4TO OOYCJIOBJIEHO CYILECTBOBAHHUEM PBIXJIOH COEAMHUTEIBHOTKAHHON CTPYKTYpbI
BOKPYT BJarajiuiia u ero JerkopacTsubkuMocThio (Boehmer et al., 2001).

VY OoNbIIMHCTBA MAlMEHTOK C CHUHIPOMOM aHAPOTE€HPE3UCTETHOCTH OTMEYaIoCh MOBBILICHHE
CEKpeIlHH JTIOTCHHU3UPYIOLIET0 TOPMOHA M0 CPABHEHHUIO C HOPMAIBHBIMU MYKCKUMU MOKa3aTeIsIiMu
(68,8%), a ero HOpMabHasI CEKPEIHs, a TAK)KE MOBBIIICHUE CEKPELIUU TECTOCTEPOHA OBUIO BBISIBICHO
y Masoro konuyectBa mauueHToB ( mo 31,3%). Ilo maHHBIM nuTEpaTypbl HpU CUHAPOME
aHJAPOTE€HPE3UCTEHTHOCTH ONMCAHbl CIIy4al HEPE3KOI0 IOBBIINIEHHS YPOBHS JIHOTEMHU3UPYIOLIETO
ropmMoHa u Tectoctepona (Bouvattier et al., 2002), mogoOHas TEHACHIMSA OTMEYaIach W Ha HAIleM
MaTepuaie.

W3 uccrnegyeMblX HaMM MAallMEHTOB C CHHIPOMOM aHAPOTEHPE3UCTEHTHOCTH y 6 B JETCTBE
OTMEUAJIOCh TPBIKECEUEHUE, OJHOCTOPOHHEe (3 MalueHTa) Wik JBYXCTOpOHHEE (2 MalueHTta), a B
OJTHOM CITy4yae COJEP>KUMOE IPhLKEBOI0 MEIIKa ObUIO BIIPABIIEHO B OPIOIIHYIO MOJIOCTD.

[Ipu ompeneneHuu JTOKAIW3alUK TOHAA OBLJIO YCTAaHOBJEHO, YTO CAMBIM YacThIM SBISUIOCH UX
PacmosoKeHUE BBICOKO M JIaTepaibHO y CTEHOK Maiyioro Tasza (41,2%) , i B OpIOIIHOM MOJOCTH Y
BHYTPEHHET0 KOJIbLIa TaXxoBoro kaHana. [Ipu ynpTpacoHorpaguu OTHOCUTEIBHO PEIKO HAOII01aIach
JIBYXCTOPOHHSIS JToKanu3anust roHan (5 cimydaes-29,4%), y 4-X maluMeHTOB FOHAJbl NAIBIIUPOBAIINCH
y Hapy>KHOTO OTBEPCTHUS MaXoBOro kaHana (3 mamuenta-17,6%) unu B Touie OOJMBIINX MOJIOBBIX Ty0
(5,9%), cooTBETCTBEHHO OHHM HE OOHAPYKUBAIKUCH B OpIOIIHOM nojocTu B 23,5%.

[Tpu cuHIpOME aHAPOTEHPE3UCTEHTHOCTH OOJIBIIIOE 3HAUEHUE UMEET YCTAHOBJICHUE JIOKATU3AIUH
roHajl. XapakTepHbIM SIBJISETCS MX HETUIIMYHOE PACIIOJIOKEHHE - BBICOKO M JaTepalbHO, B MajoM
Ta3zy, YTO M BBI3BIBACT JMArHOCTUYECKHE TPYIHOCTH NpH yibTpacoHorpaduu. Yacto B ronagax
BBISIBJISIIOTCSL  KaHAJbLIEBblE CHUPYKTYpbl 4YTO O0OBsAcHsAeTcs HaimuuueM kietok Jleiaura. Jlns
NPEBEHIIMM MAJIWTHU3ALMK TOHAJ PACIOJIOKEHHBIX B OPIONIHOM IOJIOCTH BaKHA CBOEBPEMEHHAs
rorampkromus. (Wisniewski et al., 2000).

Henonnas ¢opma aHIpOreHpe3UCTEHTHOCTH ObllIa YCTAHOBJIEHA y OJTHOTO MAIlMEHTa C )KEHCKUM
MICUXOCEKCYalIbHBIM HACTPOEM, C aHJIPOUAHBIM TEJOCIOKEHHEM. B NaHHOM ciyyae OTMEYalluCh:
YMEPEHHBII TUIIEPTPUX03 HA KOHEYHOCTSX, aKHE Ha JIMILIE, I10JIOBOE OBOJIOCEHUE I10 KEHCKOMY THUILY,
HeZopa3BUThIe TpyaHble kene3bl(Ma;), peskoe yBenndueHue KiauTopa. JlJiMHa Biarajiuiia mo 30HIY
COOTBETCTBOBaJa 3,5 cM, OHO OKOHuUMBanoch cierno. [lpm Y3M maTka M mpugatku He ObUTH
oOHapyXeHbl, B TMOJOCTH MaJoro Ta3a (PUKCUPOBAIUCH TOHAbI. S nepHO-pe30HAHCHBIM
MCCIIeZIOBAaHMEM OPraHOB MaJioro Tasza Obljla YCTAaHOBJIECHA JIOKATU3aIMsl TOHAl B OPIOIIHOM MOIOCTH,
y BHYTPEHHUX OTBEpPCTHI TMaxoBBIX KaHaloB. Bo wu30exaHue MaJuTrHU3alMM TECTUKYJIOB
PacTONOKEHHBIX B OPIONIHOW IMOJOCTH ObLIa MpoBeleHa roHamdkToMus. [lomumo 3toro,  Obuia
MpeaNpUHTa TUlacTUYeckass (peMHHHU3AIMs MO KEJAHUI0 CEMbH U COOTBTCTBEHHO MACIIOPTHOMY
[0Jly TMAalMEeHTa, a TaKkKe C YUYETOM €ro IICHUXOCEKCYaJbHOIO0 HacTpOs U HAIAYHSA
aHPOTeHPE3UCTEHTHOCTH, YTO UCKIIIOYAIO BO3MOXKHOCTh (DOPMHUPOBAHUS MOJHOLIEHHOTO MY>KYHHbI
C TIOMOIIBIO 3aMECTUTENBbHOW TOpMOHOTEpanuu aHjaporeHamu. Ilpm wactuyHoit  (opme
aH/JPOTEHPE3UCTEHTHOCTH C JKEHCKMMM TE€HHUTAIMSAMH (HENoJHasi aHIpOreHPE3UCTEHTHOCTD,
HEMOJHAs TECTUKYJspHas (QeMHHHu3alus), I[eJecoo0pa3HO MPOBEACHHWE TOHAIIKTOMHHM B
npemnyoepTaTHOM TMEpHOJie, 4YTO MPEIOTBpallaeT 3MOIMOHAJIbHBIE PACCTPOHCTBA,  BBI3BAaHHBIC
pasBuTHEM KiauTopomeranuu (Migeon et al., 2002, Vottero et al., 2006).

bbuto MHTEpECHBIM BBISIBICHHE CEMEHHBIX (DOPM aHIAPOTEHPE3UCTETHOCTH CPEAH HCCIETyEeMbIX
naiueHToB. KmmHuKo-TeHeanornueckoe ucciaeioBanre B 3-X ciyyasx oka3anoch HHGopMaTHBHBIM B
2-X W3 HUX TOJIHAs (hopMa aHJIPOTEHPE3UCTEHTHOCTH OTMEYaaach y 2-X cuOCOB, a B OJTHOM CeMbe
OONBHBIX CHOCOB cecTpa MaTepH U cecTpa 0a0yIIKW MO MAaTEPUHCKOHN JTMHUU CTpaJaid MEPBUYHON
aMeHopeeil (mpenrnosaraeMple TIOpaXEHHBIE), YTO YKa3bIlBaeT Ha X-cuermieHnyo  Ghopmy



HacienoBaHus. Bo Bcex ceMelHbIX ciayyasx HaOmrofanack moiHas popma aHIpOreHPEe3UCTEeHTHOCTH,
(dbeHOoTUITYEeCKIe BapyaIlii HE OTMEUYAINCh. Ba)KHO OTMETHTH, YTO MPH BBIICYKA3aHHBIX CEMEWHBIX
dbopMax, a Takke B 3-X U30JIMPOBAHHBIX CIy4asxX y MaTepel mpoOaHI0B OTMeYalICs MO3HHUI BO3pacT
MeHapxe (15-16 ner), yTo BO3MOXKHO yKa3bIBa€T B ATHX CIy4asX Ha Fe€TEPO3UTOTHOE HACUTEIHCTBO
reHa y marepeil (Gottlieb et al., 2001).B cnyuae nmanmeHTKH C HEHOJHOM (hOpMOM, KIMHHUKO-
TCHEAIOTUIECKOE HCCIIEJOBAHNE OKa3aJoCh HEMH(POPMATUBHBIM, YTO MOXHO OOBACHUTH de-novo
BO3HUKIIIEH MyTalUEH.

[Ipu cuHapOME aHAPOTEHPE3UCTETHOCTH BAXKHBIM SIBJISIETCA KIMHUKO-T€HEAJT0rMuecKoe
UCCIIEIOBaHUE C IEJIbI0 YCTAHOBJICHUS CILETJICHHOTO ¢ X-XpOMOCOMOM HacleAOBaHUSA. DTOT METOJ
MO3BOJISIET BBISIBUTH CPEM POJCTBEHHUKOB JIUII, C TIEPBUYHON ameHOpeel u OecruiogueM (KeHCKUI
(heHOTUT U MPEaNoNIOKUTETBHO 46,XY KapHOTHUIl), cpear KOTOphiX 1o AaHHbIM Boehmer (2001) y
10%-0B oTMeuaeTcss MaHH(ECTHOE HOCHUTEIILCTBO, BBIPAKEHHOE CICAYIOIUMH KIMHUYECKUMHU
MOKa3aTeIsIMU: CKYJIHOE II0JIOBOE OBOJIOCEHHE WJIM €ro 3amo3/Jalioe pa3BUTHE, MO3IHUN BO3pact
MeHapxe (15-16 nert u BbIIE).

Paznuynble MyTanuu reHa pelentopa aHApPOTe€Ha BBI3BIBAIOT HIMPOKUN BapUallMOHHBIN
CHEKTp (EHOTHNA MPU CHUHAPOME aHIPOTCHPE3HCTEHTHOCTH. Y CTAHOBICHHE KOPPEISLUU MEXTY
TE€HOTUIIOM U (PEHOTUIIOM Ba)KHO C LIEJIBIO OINpPEAENICHHUS IOJIOBOIM MPUHAAIEKHOCTH, a TaKKe s
CBOEBPEMEHHOI0 HayaJla  3aMECTUTEIBbHOM TOPMOHAJIbHOW Tepanuu. Ha cerogHsmHuii JeHb
CYILLIECTBYET MHEHHE, YTO (DEHOTUITMYECKHE BapHallUd HE BCTPEYAIOTCS CPEIU MALUEHTOB C MOJIHOM
(bopMoOii aHIPOTEHPE3UCTEHTHOCTH, YTO K€ KacaeTCsl HEMOIHOU (POPMBI, TO B 3THX CIIydasix y CHOCOB
MOXKHO OOHapyXHUTh paziuyHble (eHoTunuyeckue mnpospiaeHus. C HCMOIb30BaHHEM METOJI0B
MOJICKYJISIPHOM TUAarHOCTUKU Oblla YCTaHOBJIEHA POJIb PA3HBIX BHIOB MYyTallMii Te€Ha perenrtopa
aHaporeHa B ¢popmupoBanuu ¢heHotunudeckux Bapuarmii. (Wisnievsky et al., 2000, Boehmer et al.,
2001).

VYcraHoBieHrWe MyTallui T€Ha pelenTopa aHApOreHa BAXKHO C IEJIbI0 U3YUYEHHUS KOPPEISIUi
(EHOTUN-TEHOTHIIA, TOCKOJbKY COMAaTHYECKHH MO3aUIM3M 110 BBHIIICYKa3aHHOMY T€HY MOXKET
oOycnoButh MoxyiupoBanue (enorurna (Boehmer et al., 2001, Gottlieb et al., 2001, Kohler et al.,
2005).

Ha ocHoBanuu aHaim3a COOCTBEHHBIX W JIMTEPATYPHBIX MJAHHBIX HaMU OBLIM BbIAEIIEHBI
MHPOPMATUBHBIE  KJIMHUKO-TA00pAaTOPHO-MHCTPYMEHTANbHBIE  TOKa3aTeld  JAJs  CHHApPOMaA
aH/IPOTEeHPE3UCTEHTHOCTH.

Knuanko-1abopatopHO-UHCTPYMEHTAIbHBIE HoKa3aTesu npu MIOJIHOM dopme
aH/IPOTEeHPE3UCTEHTHOCTH:

Demunnoe unu CnOpMuUGHoe Meaoci0HceHUe;CKyOHoe noj1060e 080710CEHUE UU €20 OMCYymcmeue
npu XOpouio pazeumulx ZPYOHBIX JiCeNe3aX;3a0epilHcKa MeHapxe Ul NepeuuHas ameHopesn (6
3agucumMocmu Om 63pacma);8 aAHAMHe3e ZpblycecedeHue 6 O0emcKoM eo3pacme; npu
CUHEKONI02UYeCKoe  UCCNe008aAHUU -  KOpOmKoe, Cleno OKAHuueawowieeca  61a2anuuy;
OUMAHYAIbHBIM  UCCTIC006AHUEM MAMKA U HPUOAMKU HE NATbRUPYIOMCA, 803MONCHO
npucymcmeue 20HA0 6 NAX060ll obnacmu unuw 6 moauie O00abUWUX NOA06BIX 2y0; npu
yasmpaconozpaguu mamka He  GU3YANUIYEMCA, 20HAObl, PACHOIONCEHbl HEeMURUYHO,
00HOCMOPOHHE UNIU 08YXCMOPOHHE 0e3 POoNTUKYNAPHOZ0 annapama, Uiy Omcymeyom;Kapuomun
46,XY.

Knunuko-nabopaTopHO-UHCTPyMEHTANIbHBIE MOKa3aTeu npu HETOJTHOM dbopme
aH/POTrE€HPE3UCTEHTHOCTH:

Cnopmuenoe unu aHOpOUOHOE MENOCN0NCEHUE; pA36UMmMUe NOJ106020 060J0CEHUA 6
nybepmame, HEenoAHOUEHHOE pA3GUmMUE ZPYOHBIX MHCeNe3;3A0epPHCKA MeHapxe UIU nepeudHas
amenopes (6 3asucumocmu Om 63pacma);6 AHAMHeE3e ZPbliceceyeHue 6 0emcKom eo3pacme;
2UHEKOoN02uUYecKue UCCle006anusa: Kiumopomez2anus, KopomkKoe, Ccl1eno OKOHYusawuiee
enazanuuie, OUMAHYAIbHHIM UCCIE006AHUEM MAMKA U RPUOAMKU He NATbRUPYIOMCA, 603MONHCHO
npucymcmeue 20HA0 6 NAX080U O00JCMU UIU 6 moauwe 00IbWUX NON06bIX 2YO;npu
yaempaconozpaguu mamka He  GU3YATUZYEMCA, 20HAObL  PACHOIO0MNCEHbl  HEMURUYHO,



00HOCMOpPOHHE UU OYXCMOPOHHE, 0e3 (ONNuUKYIAPHO20 annapamda, Uiu OMCYMCHEYIOm;
kapuomun 46,XY.

C nuarHo3oM aTpe3uy THMEHA M HW)KHEW TPeTH BIaraiuiia, aruasud Miosiepa u pasHbeIX ¢popm
nucmiazuii Mrosuiepa O6butn nccnenoBanbl 104 nanuenrta. bonee yactoit oka3anach IByporast MaTka —
63 manuenta (60,6%), CennoBuanass mMaTka Obuta BbisBIeHa y 13 mamuentoB (12,5%). ATpesus
rumMeHa Obuia ycTaHoBiieHa B 8 ciyuasx (7,7%), aTpe3usi HUKHEH TPEeTH Biarajuiia - B 7 CiIydasx
(6,7%), ¢ Takoil ke 4acTOTOW Oblna mpeicTaBlieHa amnazus Mioiuiepa- 7 manueHtoB (6,7%),
JunenbdHas MaTka U MaTka ¢ MEPeropojKod  OTMEYAUCh Yy 4-X, 10 2 MalieHTa COOTBETCTBEHHO
(mo 1,9%). Atpe3uss BepxHeW dYacTu Biarajuila W IIeHKH MaTKd M OAHOpoOras MaTka ObLIH
JMarHOCTUPOBAaHbl M0 OJHOMY HAlMEHTy COOTBETCTBEHHO ( mo 1%). Ilo maHHBIM JsUTEpaTyphbl B
KIIMHUYECKON MpaKkTHKe Hanbosiee yacTo BcTpeyaeMbIiMHU hopmamu quciuiazuii Mrosiepa sBISIOTCS
MaTKa ¢ MeperopoJKoi, IByporas, ceanoBuaHas u nuaenabpHas matku (Heinonen, 1994, Dessole et
al., 2005).

[TarmeHTH! ¢ aTpe3ussMu TUMEHA, HUKHEW TPETH BJlarajauiia, BEpXHEW YaCTH BJlarajvila U MIEUKH
MaTKu oOpalainch B KIMHUKY B yOepTaTHOM mepuojie, Bcero 16 ciayuaes (15,4%).

[TpuunHOil oOparaeMocT MAIMEHTOB C armjasueil Mrojuiepa Oblia TepBUYHAs aMeHOpesl |
MAUMEHTKH 00pallaiuch ¢ OJMHAKOBOM 4acTOTOW, KaKk B MyOepTaTHOM, Tak U B MOCTIyOepTaTHOM
nepuoje. IlaroreHeTnyeckuM MeXaHU3MOM aruiazud Mromjepa SBISETCS paccachblBaHHE MPOTOKOB
Mromnepa y 46,XX JKEHIIMH B PE3yJIbTaTe HAJUYMs aKTUBHOCTH aHTUMIOJUIEpOBa (hakTopa, 4To
ABIISICTCS. HOPMAJILHBIM SIBJICHUEM B SMOpHorenese myxunnsl (Oppelt et al., 2005).

OOpamiaeMoCTh B KIMHUKY MAIMEHTOB B TMOCTIHYyOepTaTHOM NEpUOAE B OCHOBHOM ObLIa
oOycnoBnena aucrmaszueir Mromnepa (70,2%), »xamobamu SBISTUCH: mepBudHOE (25,9%) wumm
BropuyHoe (71,6%) Gecruioaue, 6omu B ManoMm Tazy (2,5%). OgHako HaJO0 OTMETHUTb, YTO CpeIu
NAIMEeHTOB ¢ JAMCIUIa3usAMU Mroijiepa 4acTo HaOMIofanuch HEMpo-3HIOKpUHHBIE marosoruu (32
nanuenTta). [lepBuuHoe Oecruiogue cpend HUX OTMEeYalioch y 15 manueHntoB. CamMomnpoOU3BOJIBHBIE
abopTHI U pa3IMYHBIC HAPYIICHHUS PEMPOAYKTUBHON QyHKIMHU oT™Medanuch y 19 mamuentoB. B atux
CIIy4asiX TPYIHO OMNPEIENIUTh, Kakas MaToJOTHs SBISETCS NMPUUMHON HapyLIEHUS PEnpOaAyKTUBHOMN
¢ysnkuuu. Ha cerogHsmHuii 1eHb CyIIecTBYeT MHEHHE O IMOBBIIIEHUH PUCKA CIOHTAaHHBIX abOpTOB
MEePBOTO TpUMeECTpa OEPEeMEHHOCTH CpeIU MAIMeHTOB ¢ auciuiazusmu Mromepa (Raga et al., 1997,
Kupesic , 2005).

B namem matepuane nucruiazuud Mroiepa OTMEYanuCh KakK y MAlMEHTOB C MEPBUYHBIM HWIIH
BTOPUYHBIM OECIUIOAMEM W/WIW TUIOJOBBIMH  penpoAayKTuBHbIMU moTepsmu [-II  Tpumectpa
6epemennoctu (50,6%), Tak U y manuMeHTOB 0e3 HapylIeHUs PenpoayKTUBHON (pyHkuuu (49,4%).
OTH (OpMBI MHOTJA XapaKTEPU3YIOTCSI OECCUMITOMHBIM TEUCHHEM U MX BBISABICHHE MPOUCXOIUT B
OCHOBHOM BO BpeMs poduaktuaeckux ocMoTpoB (Hoak, 2002, Creatsas, 2005).

BaxxHo oTMeTUTh, YTO Ha HAIlleM MaTepuaie B 2 clydyasx HaJIW4yus JIBYpPOrod MAaTKH OTMedanach
OOCTPYKIHS OJTHOTO Biaranuiia. [IpuanHoil o0pamaeMocTn TaKuX MalueHTOB B KIMHUKY SIBIISTIOCH
CYIIECTBOBAaHUE TMEPUOJUYHBIX OOJIEH B IMOJOCTH MaJoro Ta3a Ha (oHe MeHcTpyaruu. B obGoux
CIIy4asix 0OCTPYKIIHSI TeMUBAruHBI ObLlIa TPaBOCTOpOHHEH. [10 JaHHBIM COBPEMEHHOM JIUTEPaTypPhI, B
ClIy4asiX JBYpPOTOil MaTKu OOCTPYKLHMS OJHOTO W3 BIArajulll BCErJa MPaBOCTOPOHHSSA, OJHAKO HE
u3BecTeH mexaHu3Mm ee pasButus (Creatsas, 2005).B stux ciydasx cBOeBpeMEHHas AMArHOCTUKA
Ba)XHA C LENBI0 BBIPAOOTKHM XHUPYPrMUECKON  TaKTHKH BEACHHUS OOJBHBIX W MNpOQUIaKTUKU
nanbHenx ocnoxkueHuit (Heinonen , 1994, Kupesic , Kurjak , 1998, Dessole et al, 2005).

[leperopoaka matku ObUla AMArHOCTUPOBAHA Y JIBYX MAlIMEHTOB, NMEPETOPOAKa ObLIa HEMOJHOM,
BBIXOJMJIA M3 OCHOBBI MAaTKU M YCJIIOBHO pa3feisyia €e Ha JBe 4acTH. llepBHUHBIN AWArHO3 ObLI
YCTAaHOBJIEH Ha  OCHOBaHUM  yJbTpacoHOrpapuu, 4YTO  3aTeM  ObLJIO  HOATBEPKICHO
rHCTEpOCaAbIIMHTOrpadueil U THCTEPOCKOITUEH.

HunenbhHas MaTka Obula BBISBIEHA y 2 MAIlMEHTOB, @ OJHOpPOras MaTKa - y OJHOM HaIlMeHKH.
[IpenBaputensHplid  AMAarHo3  ObT  TOCTAaBIEH  HAa  OCHOBE  TMHEKOJOTHMYECKOTO U
yabTpacoHOTpauueckoro uccienoBaHnid. B auarHocTuke amiasuu U aucruiazuid Mrosiepa oco0o
MH(POPMATUBHBIM SIBJISIETCS YJIBTPAcOHOIpaUUecKOe HCCIEAOBAaHUE, a B CIIydasx IEperopoiKu



MaTKH{, CEIJIOBUAHON, OJJHOPOTOM MAaTKU M YJIBOCHHS MAaTKHU JJIs MOATBEPIKICHUS TUArHo3a BecbMa
BXHBIM SIBJISTIOTCS JIAHHBIC PEHTTEHOJIIOTHYECKOTO U dHIOCKOMHYECKOro uccienoannii (Heinonen ,
1994, Kupesic, Kurjak , 1998, Dessole et al, 2005). /laHHble COBpEeMEHHON TUTEPATypPhl YKA3bIBAIOT
Ha TMPEUMYIIECTBO JOIIEP- U TPEXMEPHOI COHOTpaduu B JUATHOCTHKE PA3INIHBIX POPM AMCILIA3UAN
Miromnepa (Kupesic, Kurjak, 1998, Dessole et al., 2005, Kupesic, 2005).Cuutaercsa, 4TO
qyBCTBUTEIHLHOCTh METO/A TPAHCBArMHAJIBHON coHorpaduum paBHa 95.21%, a TpaHCBarmHaJIbHON U
noruiep coHorpaguu BMecte - 99,29% (Kupesic, 2005)

Jlo ceromHsIIHEero IHS HE W3YYCHBl TeHeTWdeckue (akTopbl aucIiriazuii Miouiepa, cpeau
poICcTBEeHHUKOB mpobanga. CrokHa AMArHOCTHKA TaKUX (OPM MATONOTHN KOTOphIE HE BBI3HIBAIOT
PENPOAYKTUBHBIX HAPYIICHUH. Y YaCTH UCCIIEYyEeMbIX MAlIMEHTOB OTMEUYAINCh TUCIUTa3uu Mroepa
c OecCMMNTOMHBIM TEYEHHEM, M MX JHWarHOCTUKAa MIPOUCXOAMSIA BO BpeMs MNPOPHIAKTHUECKUX
ocMOTpoB. UTo ke Kacaercs ariazuu Miojiepa, BeISIBICHUE CEMEHHBIX (JOPM TakkKe OBLIO CBS3aHO C
TPYIHOCTSMH, TIOCKOJBKY MX PENpPOAYKTUBHbIE BO3MOXHOCTH OrpPaHMYEHbl W  KIMHHUKO-
rereanorndyeckoe wuccienopanue HeuHpopmaruBao (Oppelt et al, 2005). V wuccnenyemoii Hamu
MalMEHTKU C ABYPOrOM MATKOM, C MPOJOJbHOW MEPEropoaAKON Biarajiuiia W aTpe3ued OJHOTO U3
BJIATAJIUII, Y CECTPHI OTIIa OTMEYAJOCh HAUYHME BYPOrod MaTku 0e3 HapylIeHUs PErpOAyKHBHOU
dbyHKIIH.

PenpomyKTHBHBII MPOrHO3 OJArONPUATEH NPU aTpe3uH HU)KHEH YacTH BJarajiviia, MONepevHO
MEePErOPOIKM BIArajuila, B CIydyasx JBYpOTOM M cenyoBHAHON MaTku. YTo ke KacaeTcs amjia3uu
Miromiepa- penpoAyKTUBHBIN MPOTHO3 MECCUMHUCTHYEH M OEpEeMEHHOCTh BO3MOXKHA TOJBKO ITyTEM
MPUMEHEHHUS BCIIOMOTaTeJIbHOM penpoayKTUBHONW TEXHOJIOTHH- (PEHOMEHA CypOTraTHOM MaTepH.

Manbdopmanun MroJjuiepa CUUTAIOTCS OJHOW U3 YaCThIX MpUYUH Oecrutoaus. JIJiss AMarHOCTUKH
aHOMaJMil TOJIOBOTO PAa3BUTHS  BBHICOKOMH(OPMATUBHBIM M HEMHBA3UBHBIM METOJIOM Oe3
OCIIO)KHEHUU  SIBIISIETCS  yJIbTpacoHorpaduueckoe wuccienoBanue. OHO JaeT BO3MOXKHOCTh
CBOEBPEMEHHOM U MPaBUJIBHOM JUArHOCTHKH, YTO B CBOIO OUEpeb SABIISETCS BEChbMa BaKHBIM Kak B
oTHOIIEeHUHU U epeHITnaIbHON TUArHOCTHKY (MCKITIOYCHHE TTAaTOJIOTHN OPIOIIHOM MOJIOCTH), TaK U
MPOPUITAKTAKH Pa3BUTHS SHIOMETPHO3a Ha (JOHE PEeTPOrpaHON MEHCTPYAIMHI Cpeau MalUeHTOB C
reMaToKOJIBIIOCOM U TemaromeTpoii (Heinonen, 1994).

Ha ocHoBanum anHammza COOCTBEHHBIX M JIMTEPATYPHBIX JaHHBIX, HAaMU OBUIM BbIJEIICHBI
MH(OPMATHUBHBIC KIMHUKO-TA00PaTOPHO-MHCTPYMEHTAIbHBIC ITOKA3aTeN JUIS allla3uy ¥ AUCIUIA3UN
Miromnepa, aTpe3uil THMEHa U Biarajiuiia.

Knunuko-nabopaTopHO-UHCTPpYMEHTAIBHBIC MTOKA3aTeNH IS aruiazuud Miosiepa:

Demunnoe menocnodiceHue; nepeuUYHas aMeHopes, HOPMAIbHOe PA3eumue MOJ04YHbIX Jcene3 U
Nn0/106020 06010CEHUA; AMPE3UA 61A2ATULYA, PEKMO-A0OOMUHAILHBIM UCCE008AHUEM MAMKA He
nanvnupyemcsa; npu YibmpacorHozpaguu: Mamka He U3YAIU3UPyemcs, HOPMAAbHbIE UU
NONUKUCIMO3HbIE AUYHUKU; AHOMAIUU MOY €601l cucmembl; Kapuomun 46,XX, peoko 46,XX/45,X

Kimanko-nabopaTopHO-HHCTPYMEHTAIBHBIC TTOKA3aTEeNH VIS AUCTUIa3uil Miosiepa:

Demunnoe menocinoxncenue; y nOOPOCMKOB: 8 CAYHAAX HATUYUA O8YX 61a2anuuy ¢ ampesueil
00H020 U3 HUX nepuoduyecKue 6oau ¢ 001acmu Mai020 Maza Ha hYone MEeHCmpPYayuil; y 63pocavix
nayuenmoes nepeuyHoe Uiu 6MmMopuldHoe decniooue, Uilu 6 AaHamMHe3e Nj10008ble PenPoOYKMUGHbLE
nomepu I-II mpumecmpa oOepemeHHOCm; NPU UHCMPYMEHMATLHOM UCCIE006AHUU: DA3HbIE
dopmul oucnnazuit Mwnnepa; kapuomun 46,XX.

Knunuko-nabopaTopHO-UHCTPYMEHTANBHBIE TOKa3aTeau A aTpe3uil TMMeHa M HIDKHEH 4YacTu
BIIATAJIUIINA, TIEPETOPOJIKH BIIaTaUIIA:

Demunnoe menocnolicenue; HOPMAIbHOE pa3eumue 6MOPUUHBLIX NOJI06bIX NPUIHAKOG;
Omcymceue menapxe, nepuoouyHvlie 060au 6 001ACMU MAN020 MA3d; NPU CUHEKOJI02UYECKOM
UCCNe008AHUU: amMPe3Usn 2UMEHA WU HUIICHEI YaCmU 611a2anuuya; npu OUMAHYAIbHOM O0CMOmpe
U y1bmpaconozpaguu: zemamomempa u 2emamoxonvnoc; kapuomun 46,XX.

Takum oOpa3om, MalUEHTHl C KEHCKUM (PEHOTUIIOM U PA3IWYHBIMU AHOMAJUSMHU MOJOBOTO
pa3BUTHs B KIMHUKY B OCHOBHOM OOpalIarOTCS C KaJloOaMH Ha OTCYTCTBHE MEHApXe, 3aJCPKKY
(Gu3MYECKOTO U TOJIOBOTO pa3BUTHS, OECIUIOAME M IUIONOBbIE penpoAykTuBHble motepu I-11



TpuMecTpa OepeMeHHOCTH. [lOCKONBKY Ha CETOAHAIIHUI JE€Hb 3aTpyJHEHAa JUarHOCTHKA
HeMaHU(PECTHBIX (OPM BPOKICHHBIX AHOMAIHMHA ITOJIOBOTO PAa3BUTHS, HAMH TMPEAIOKEH aITOPUTM
UCCIIEIOBaHMS C Y4eTOM MH(GOPMATUBHBIX KIMHUKO-TA00PaTOPHO-UHCTPYMEHTANBHBIX MOKa3aTesnen
(mpunoxxenus 1,2).

PenponykTHUBHBIA MPOTHO3 HEOAMHAKOB NPU pa3HbIX (OpMax aHOMAIUN IMOJIOBOTO Pa3BUTHS.
Hamu Taxke OBLI OINpeieneH pernpoayKTHUBHBIA MPOTHO3 IS pa3HbIX (OpPM aHOMAIHHA IOJIOBOTO
Pa3BUTHUSA U TIOJXOBI €r0 YIyUlleHus (MpuioxeHue 3)

BriBoabI

1. CrtpykTypa M dYacToTa BpOXKICHHBIX AaHOMAJMH IOJIOBOTO Pa3BUTHUS CpeAH MNAIMEHTOB C
pPENpONyKTUBHBIMA HAPYLICHUSAMH OTJIMYAIOTCS B Pa3HbIX BO3pacTHBIX rpynmax. B
PENpPOAYKTUBHOM KJIMHHMKE AaHOMAJIWM TIOJIOBOIO PAa3BUTUS B OCHOBHOM HIPOSIBIISIOTCS
HeMaHU(PECTHBIMU, MATKUMHU GopMamu. B o01melt rpyrme naueHToB nepBUYHAs aMeHOpes Y
80% Obu1a 00yCiIOBIEHa BPOKICHHBIMU aHOMAJIMSIMU ITOJIOBOTO Pa3BUTHSL.

2. B crnenuanu3upoBaHHON KIMHUKE B CTPYKType OOpaIiaeMocTd MOAPOCTKOB BPOXKICHHBIC
AHOMAJIMM TOJIOBOTO Pa3BUTHUs COCTABIAIOT 4%. Cpenan MOAPOCTKOB C 3aJ€PKKOW MEHapXxe
W/WJIM OTCTAaBaHUEM B TOJIOBOM PA3BUTHUU CAMBIMHU YaCTHIMH SIBIISIOTCS aTPE3Us BIIArallvia 1
TUMEHa, J10JI1 KOTOPhIX B CTPYKTYpPE BPOXKJIEHHBIX aHOMAJIUI MOJIOBOTO PA3BUTHUS COCTABIISET
37,8%. Cpenu moIpOCTKOB TakKe BBICOKA 10Jig JaucreHe3uu roHana (28,9%); [ucnnazuu
Miomnepa (17,8%), cunapom anaporenpesucteHtHoctH (8,8%) u ammazus Mioiepa
MPEACTAaBICHBI OTHOCUTEIBHO MaJIbIMU JIOJISIMU.

3. B cmnenmanu3upoBaHHOW KIWHHUKE B CTPYKType oOOpamaeMocTH B3pOCIBIX IallMeHTOB
BpPOKJCHHBIE AaHOMAJIMU IOJIOBOrO pa3BuTHs cocraBisioT 11,8%. Cpeau B3pocibix
MAlMEHTOB aHOMAJIMM TIOJIOBOTO pPAa3BUTUS B OCHOBHOM MPEJCTABIECHBI TUCIUIa3USIMU
Mrosepa, KOTOpbIE IIOYTH C PaBHOM 4YacTOTOM BCTPEUYAIOTCs, KaK Cpeau IMALUEHTOB C
MEPBUYHBIM M BTOPUYHBIM OECIUIONHMEM U IUIOJOBBIMH PENpPOAYKTUBHBIMHU moTepsmu [-11
TpumecTpoB  OepemenHoctu (50,6%), Tak HW cpeau TMaUUMEHTOB 0Oe3 HapylIeHHH
penpoayktuBHoi  ¢GyHkuuu (49,4%). BpokneHHble aHOMaNMM TOJOBOTO Pa3BUTHS,
MIPOSIBJISIIOIIMECS] aMEHOPEEH CpeIi B3POCIBIX MAMeHTOB peakH (3,8%).

4. Tlpu gucreHe3uu TOHAJ CPeAM T€HETUYECKUX MPUYMH Haubosee YacThl YUCIOBbIE aHOMAIHH
MOJIOBBIX XPOMOCOM B BHJe Mo3aumm3Mma (68,9%), MexaHu3M KOTOPBIX 3aKIOYacTCs B
HEPACXOXKJICHUH UM OTCTaBaHUH IOJIOBBIX XPOMOCOM Ha PaHHHUX CTAIUAX JIE€JCHHS 3UTOTHI.
Yuctele GOpMBI TUCTEHE3UU TOHAJ, STHOJIOTUYECKONH OCHOBOM KOTOPBIX SIBIISIOTCS T'C€HHBIC
MyTaluu, OTHOCUTENbHO peaku (11,9%).

5. Ilpu nucreHe3sww TOHAJ BBIABICHA KOPPEJALUS MEXKIY KApUOTUIIOM U  (EHOTHIIOM,
MPOSIBIISIIOIIASICS MPH TpeBAIMpoBaHUU 46,XX KJIETOYHOrO0 KJIOHA B MO3AaMYHOM KapUOTHIIE
46,XX/45,X Hepe3KHUM OTCTAaBaHHEM B POCTE M IIOJIOBOM DPa3BUTHUH, a TAKXKE CKYTHOCTBHIO
coMaTthyeckux anomaynuii. COHTaHHOE MOJIOBOE PAa3BUTHE U MEHCTPYyallMi OTMEYaIiCh JTUIIb
IIpY HAJIMYMU B MO3an4HOM Kapuotune 47,XXX KJIeTOUHOro KJIoHa, Hapsaay ¢ 45,X KIOHOM.

6. TI'emermueckoil (opmoil HaciaeAoOBaHHS OUCIUIA3WK Mroiiepa BO3MOXKHO pacCMaTpUBATh
MyJIbTH()AKTOPHOE HACCIEIOBAaHUE, HA YTO YKA3bIBACT HAIMYUE CEMEHHBIX CITydaeB B HAIlEM
MaTtepuaiue, 0ojiee 4acToe K€ MPOSBIECHUE ATHX aHOMAJIUW B BUJAE CIOpaJUYecKuX (opm,
MOATBEPKIAeT 3HAUUTEIHHYIO POJIb BHEITHUX (PaKTOPOB B UX (DOPMHUPOBAHUH.

7. B cTpyKType BpOXKIACHHBIX AHOMAJIM IOJOBOIO Pa3BUTHS Yy MAIMEHTOB C >KEHCKUM
(EeHOTUIIOM MOHOTEHHBIC HApYIIEHHUS MPEJCTAaBICHBI Mol Joield, B OCHOBHOM B BHJE
noJiHbeIX ¢opM anaporeHpesuctentHoctd (10,2%), cpeau KOTOpBIX YacToTa ceMeiHbIX Gopm
coctasisieT 37,5%. MyTtanuu, onpenensonue 3T aHOMaJIUU, HACIEAYIOTCS CLIETUIEHHON ¢ X
XPOMOCOMOM.

8. /lmarHocTHKa BpPOXKICHHBIX AaHOMAJIMH MOJOBOIO Pa3BUTHUS C HCIIOJIB30BAHUEM BbIJECIEHHBIX
HaMUd  UHGOPMATUBHBIX  KIMHHUKO-TA0OPATOPHO-MHCTPYMEHTAJIbHBIX — IMOKa3aTened U



BbIPAOOTAHHOT'O AJNTOPUTMa MCCIIEJOBAHUHM, MO3BOJIAIOT BHIOPATh PALMOHANBHYIO TaKTHKY
JIeYeHUs, IPOBECTH CBOCBPEMEHHYI0 TOHAJPKTOMHUIO IIpM HAJIWYUM B Kapuorurne Y
XpPOMOCOMBI, HAuaTbh 3aMECTUTEIBHYI0 TOPMOHOTEPAIMI0 B CIydasX TUIIO3CTPOICHUH, a
TaKKe MPaBWIBHO ONPEIEIUTh PENPOAYKTUBHBIN IIPOTHO3.

HpaKanecKue PECKOMEHIANINHN

[TarueHTHI C OTCTaBaHHMEM B POCTE M IMOJIOBOM PAa3BUTUH, 3aJCPKKOM MeHapxe, WU
aMeHopeeH, ¢ 1eNIbI0 YTOUHEHUS TMarHo3a Hapsily ¢ KIMHUYECKUM, YIbTPaCOHOTpapruuecKuM
U TOPMOHAJIBHBIM HCCIEIOBAHUNA TpeOyIOT MPOBEACHHS TE€HETHYECKHX HCCIeI0BaHUMN
(KTMHHUKO-T€HEAJIOTUYECKOE UCCIIEIOBAaHUE U ONPEEIICHNE KapUOTHUIa);

[TanmenTam ¢ HapyleHHEM PENPOAYKTUBHON (PYHKIIMU B BUJE PENPOAYKTUBHBIX moTeph [-11
TPUMECTPOB OEpEMEHHOCTH, C IEeJbl0 OICHKM aHATOMHYECKOTO COCTOSHHS MAaTKH,
1enecoo0pa3Ho MPOBOJAUTH CIEAYIOLIUE HCCIEA0BAaHUS: YIIbTpacOHOTrpadusi OpraHoB MaJIoro
Ta3a, METPOCAILITUHIOTpadus, TUCTEPOCKOMHS, a TI0 TIOKA3aHUAM - JaapOCKOIHS;
[ToxpocTku ¢ nepuoanYecKUMHU O0JIIMU B 00JaCTH MaJIOTO Ta3a ¢ OTCYTCTBUEM MEHapXe Wiu
Ha (oHe MeHCTpyauuii Hauanma myOepraTa TpPeOYIOT TMHEKOJIOTHYECKOTO HCCIEAOBAHHS C
L[eJIbIO BBISBJICHUSI aHOMAJIUI TMMEHA U BJIarajiuiia.

VYiydiieHne penpoAyKTHUBHOIO MPOTHO3a MPU TAKUX aHOMAJIMAX IIOJIOBOTO Pa3BUTHUS, Kak
IUCIUIa3UM WU aruiasus Miosuiepa, BO3MOXKHO C TIOMOIIBIO TUIACTUYECKUX OMepanuid, 11udo
HKCTPAKOPIIOPAIILHOTO OIIOJOTBOPEHHSI C UCTIOIb30BaHHEM (DeHOMEHa CyppOraTHOM MaTepH;
PernpoaykTUBHBINA IPOrHO3 MPU XPOMOCOMHBIX U MOHOT€HHBIX (DOpMax BPOXKIECHHBIX
aHOMAJIMH MOJIOBOTO Pa3BUTHS IECCUMUCTUYEH. bepeMEeHHOCTh BO3MOKHA B CITydasix
JVCT€HE3UH TOHAJ C UCIIOJIb30BAHUEM BCIIOMOTaTENbHBIX PENPOTYKTUBHBIX TEXHOJIOTUN
IIyTEM JOHALUU SHIEKIETKU. Penpo yKTUBHBIN IPOTHO3 K€ IIPHU aHAPOr€HPE3UCTEHTHOCTH
abCOIIOTHO IECCUMHUCTUYEH.



npuioxenue Nel

A.J'Il"OpI/ITM HCCJICI0BAHUA MAIIHCHTOB ¢ BPOXKJICHHBIMHA MOPOKAMM MMOJOBOI0 pasBUTHUA € ’)KCHCKHUM q)eHOTI/Il'IOM

I unu 11 amenopes, pemuHHOE I amenopes, I ameHopes, qucruiacTuieckoe I amenopes, cnopTuBHOE
WM HEPE3KO BBIPAKEHHOE JUCIUIACTUYECKOE TEJIOCII0KEHHE, TPy AHBIE JKEIIE3bI WM €BHYXOUJHOE
Knuapka | AUCIUIACTHYECKOE TEJIOCIIOKEHUE, HE Pa3BUTHI, IOJIOBOE TEJIOCIIOKEHUE, OTCYTCTBUE
TEJIOCIIOKEHUE, HEPE3KO OTCYTCTBUE T'PYIHBIX OBOJIOCEHUE OTCYTCTBYET WU I'PYAHBIX KEJIE3 U MTO0JIOBOTO
BBIPAQ)KEHHOE OTCTAaBAaHUE B JKeJe3 U I0JIOBOTO Pa3BUTO CKYJHO, OBOJIOCEHUS,
pocTe U MOJI0BOM Pa3BUTHH, OBOJIOCEHHH, TUIOIUIACTUYHBIE TI0JIOBBIE TUIIOIUIACTUYHBIE T0JIOBbHIE
TUIOIUIACTUYHBIE MOJIOBBIE TUIOIUIACTUYHBIE ryObl, BUPHIN3UPOBAHHBIN ryObl, y3K0€, JNIMHHOE
ryObl, Barajiuiie y3Koe, MOJIOBBIE T'YOBI, Y3KO€, KIIUTOP, Y3KO€, JJINHHOE BJIATaJIMILE
HOpPMAaJIbHOMN JJIUHBI JUIMHHOE BJIarajyiie BJIATAJIUIIIE
A 4 A 4 A 4 A 4
TUIOIIACTUYHAs MaTKa, TsoxeBUIHAsA MaTKa , TSKEBUHASI MATKa, Ta)XeBUHAs MaTKa ,
VYnbTpacoHo SUYHUKHU CO CKYIHBIM TSYKEBUIHBIEC TOHAbI TSOKEBUIHbBIC TOHABI, HIIU TS’KEBUJIHBIE TOHA/IbI
rpadus (bONTUKYIAPHBIM TECTUKYJI C OJTHOM CTOPOHBI
anmapaTom ¥
l v
COEICHUTEJIbHOTKAHSIS
- - COCJICHUTENIbHOTKAHASL ~ CTPYKTYpa, CTPYKTYDA, MHOT A
Moo | S OISO || ST | DO et || e e
)
TroHan n TECTUKYJIIpHAs TKaHb
M \ 4
['opmonanbHOE @®CT-1/N, JIT" -T/N, ®CI-1/N, JIT" -T/N, OCI-M/N, JIT -M/N,
Hecrenosamue | Ep- b, T-N ErJ,T-N ®CT-M/N, JIT -/, E>- 4, T-N
v v E>- , T-N\T
KapHOTHII MO3aUIU3M WIH CTPYKTYPHBIE 45X, 45,X/46,XX, 46,Xi l
aHoManuu X XpOMOCOMBI (X) v
45’)(/46’)(3] 46,Xy I/IJ'II/II45,X
v
JIUArHoO3 v v

HeKJIaccuueckas popma
JMICTEHE3WH TOHAT

\ 4
cuHzIpoM TepHepa

cMmemanHas gopma
JVICTEHE3MH TOHA/T

yucras popma
JUCT'CHE3UU I'OHAg




[Ipunoxenne N1-a

AJIFOpI/ITM HCCICT0BAHUA MAIUMCHTOB ¢ BPOKICHHBIMHA ITOPOKAMHU IMOJIOBOI0 Pa3BUTHSA € ')KEHCKHUM (l)eHOTI(IHOM

Knuanka

YapTpacoHo
rpadus

I'opmonanbHOE
UCCIIEIOBAaHUE

KapuoTHuIl

JTUarHo3

I amenopes, hemuHHOE
TEJOCII0XECHUE, HOPMaJIbHOE
Pa3BUTUTHE MOJIOYHBIX JKEJE3 U
MOJIOBOTO OBOJIOCEHWUSI,
HOpPMaJIbHOE Pa3BUTHE
HapYy>XHBIX ITOJIOBBIX OPIraHOB

I ameHopes1, peMHUHHOE UITH CIIOPTUBHOE
TEIIOCIIOKEHHE, CKYIHOE IIOJIOBOE
OBOJIOCEHHE Ha (POHE XOPOIIO PA3BUTUBIX
MOJIOYHBIX JK€JI€3, HAPYKHBIE ITOJIOBBIE
OpraHbl TMIOIJIACTUYHBI, BIIATaIMILE
KOPOTKO€ U OKOHYMBAETCS CIIENO0, BO3MOKHO
JIOKaJIM3aLus TOHAJ B TOJIIE OONBIINX
MOJIOBBIX TYO MJIM Y HApY KHOTO KOJIbIIa
[1aXOBOT'0 KaHaJla

I ameHopest, aHAPONTHOE TEIOCIOKEHUE,
cJI000€ pa3BUTHE TPYIHBIX KeJe3, CKYTHOS
Y HOPMAaJIHOE MO0JOBOE OBOJIOCEHHUE,
TTOJIOBBIE TYOBI THIIOIIACTUIHEI, KITUTOP
BUPWJIN3UPOBAHBIN, BIaraauIlle KOPOTKOE U
OKOHYHMBAETCS CJIETO, BO3MOXKHO
JIOKAJIU3alys TOHA B TOJIIE OOIBIINX
TMIOJIOBEIX TyO OJTHOCTOPOHHE MITU

JIByXCTOPOHHE
|

A

!

Marka He BU3yalU3UpyeTcs,
SUYHUKU Pa3BUTHI HOPMAJIbHO

Martka He BU3YJIU3UPYETCs, TOKATU3aLUs
TOHAJI: BBICOKO M JIATEPAITBHO B MaJOM
Talzy, WA B IaXOBOM KaHaJie

\ 4
®CT-1/N, JIT -T/N,
T-N

46,XX

A

Anna3zus Mroiepa

A 4
®CT-M/N, JIT -1/N,
T-N

46,XVY

[omuas gpopma
aHIPOTEHPE3UCTCHTHOCTH

Marka He BU3YJIU3UPYETCs, JTOKATH3aLus
TOHAJI: BBICOKO M JIATEPAIbHO B MajoOM Ta3y,
W B TaXOBOM KaHajle- OJHOCTOPOHHE HIIH

JIByXCTOPOHHE

\ 4
®CT-M/N, JIT -1/N,
T-N

46,XY

HernonHast popma
aHIPOTEHPE3UCTCHTHOCTH




K/IMHHUKA

T'MHEKOJIOTHYeCKU
0CMOTP

yanpaCOHorpaqmquRoe

HCCJIeI0BaHue

JANArHo3

I/IH(l)OpMaTI/IBHbIe AUATHOCTUYECCKHE TMOKA3aTEC/IA TP AHOMAJIMAX THMEHA U BJIarajuia

panHss ¢a3za mybeprara

aMeHopest
HOpPMaJIbHBIA POCT

YVVVVYV

HOPMAJIbHOC pa3sBUTUC BTOPHUYHBIX ITOJIOBBIX ITPHU3HAKOB

NEpUoaANICCKUC 60u B 00JIaCTH MaJIOTO Ta3a

aTpe3us BJIarajiuiia

aTpe3usd ruMCcHa

npuioxxeHueNe2

A4

\ 4

KOPOTKOC BJIarajuiie

reMaTOKOJIBIIOC
reMaTomMeTpa

reMaTOKOJIBIIOC
reMaToMeTpa

v
reMaTOKOJIBIIOC
reMaToMeTpa

aTpe3us BJIarajuviia

aTpe3usd ruMeHa

[Tonepeunas neperopojka

BJiarajviia

IIpuioxenne N3



Penpooykmumnbslit npozno3 npu paziuyHslX Qopmax 6porHcOeHHbIX AHOMANUIL ROJI08020 PA3GUMUS

Junaruo3s

AHJIPOTEHPE3UCTEHTHOCTh

KApHOTHTI

PenpoaykTuBHBIN

IIporunos

46,XVY

A 4

AOCOJIIOTHO
reccuMasex

Krnaccuueckas, Hekiaccuueckas Amutazust Mrosiepa Hucrunasuit
CMEIIaHHAas U YUCTas (hopma nucrenesnu Mromiepa
(dhopma qucreHe3uy roHan roHaz
\ 4 A y \ 4
45X, 46,XY, 46,XX/45,X, 45,X/47, XXX, 46,XX 46,XX
45,X/46,XY CTPYKTypHBIE aHOManui X
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