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1.TTonsTus, knaccuduxamms
AMeHopest - OTCYTCTBUE MEHCTpPYallUi B TEYCHHUE 6 MECAIICB Y paHee MEHCTPYUPOBABIIICH
MAlMEHTKH.

DU3N0JIOTUYECKOE COCTOSHUE aMEHOPEN — OEPEMEHHOCTD, €CTECTBEHHAs
MEHOIIay3a,IpyAHOE BCKapMJIMBaHUE.

Knaccudukarus
1. Knaccudukanms 1o ypoBHIO MOPAKESHUS
e Ha ypoBHe runoraiamyca
e Ha ypoBHe runo¢usza
e Ha ypoBHE IMYHUKOB
e Ha ypoBHe maTku

e Ha ypoBHE Jpyrux 3HAOKPUHHBIX KeEJIe3

2. o xnaccuduxanuu BO3 Bbaensior 3 kaTeropuu aHOBYISIIMU, KOTOPask MOKET
OBITh MPUYUHOU OJIMTO/aMEHOPEH:

¢ | — HeocTaTo4Has MPOIYKIHS SCTPOre€HOB ITPU HOPMAJIbHBIX MJIM TOHUKEHHBIX
ypoBHAX OCI', HOpMAIBHBIX YPOBHSAX MPOJIAKTHHA, OTCYTCTBUM MOPAKEHUN
runoTasiamorunodusaproit oonactu (PI'A, THIOroHaIOTPOITHEIN THIIOTOHAIU3M);

e || — HEeT OUEBUIHOTO CHWKEHUS MPOIYKIIUHU 3CTPOTEHOB, HOpMalibHbIE ypoBHSI DCI°
u npostaktuHa (CITKSA, BJIKH);

e |II — nosoienue ypoust @CI', ykaspiBaromiye Ha HEIOCTATOYHOCTh TMYHUKOB
(ITHA, nucrenesus ronan) [lepBuunas ameHopesi, 00yCIIOBJICHHAs] HAPYIICHUSIMU B
rUrnoTazamyce

2.I'1oTOHa IO TPOITHBIM THITOTOHATU3M.

Hentpanpusbiii runoronaausm (L) — peakoe 3a0oneBanKe, MPUIUHON KOTOPOTO SIBJISETCS
HapyleHue MPOIYKIHH, CEKPELIMU HIIM OMOJIOTMYECKOTO JeHCTBUS TOHAJOTPOIMH -PUIIU3HHT
ropmoHa (I'uPTI), sBystomerocs riaaBHBIM TOPMOHANIBHBIM PETYISITOPOM THIOTAIaMO-
runo¢u3apHO-rOHaAHOM ocH y yenoBeka. [Ipy eHTpaTbHOM THIIOTOHAAU3ME Y KEHIIHH
OTMEYaeTcsi aMeHopest Ha ()OHE THIOICTPOreHEMUH M HU3KHX (1100 HOpMalIbHBIX) YPOBHEH
TOHAJOTPOINMHOB. B K1accuuecKoM BapuaHTE 3TOT CUHAPOM XapaKTepU3yeTCs, BO-IIEPBbIX,
MIOJIHBIM MJIM YACTUYHBIM OTCYTCTBUEM cekpeunu JII', kotopyro B Hopme unaynupyer I'nPI'; Bo-
BTOPBIX, HOpMaJIM3alueil QyHKIMK THIIOTaIaMOTUIIO(PU3apHOSMYHUKOBOM B OTBET HA
sK30reHHoe BBeneHue ['HPI'; B TpeTbuX, HOPMAJIBHBIM COCTOSIHUEM XHUa3MaJIbHOCEIIIPHOU
00J1aCTH 1O TaHHBIM PAJANOJIOTHUYECKUX UCCIIE0OBAHUHI U HOPMaJIbHBIM (DYHKIIMOHUPOBAHUEM
JPYrux THIoTagamMorunodusapusix oceil. Bpoxnenustit L{I" MosxeT ObITh ipeacTaBiIeH
UCKITIOUUTENBHO HerocTatouHocThio 'HPT 1, Kak ciencTBue, Oecmiioguem, a MOXKeT ObITh



COTIPSDKEH C JPYTrUMH aHOMAJIHMSIMU PA3BUTHUS, TAKUMH KaK PaCIIEIHHbI I'yObl 1/uiau HEOa,
JICHTAJIbHAs areHe3Msl, aHOMaJIMU CTPOEHMSI yXa, BPOKICHHbIE HAPYLLIEHUS CllyXa, areHe3Mst
nouek, OMMaHyajibHasi CHHKEHE3Us M CKeJIeTHbIe aHoManuu. CUnuTaeTcs, 9T0 BPOXKICHHBIC
¢dopmsl LII" 00ycrioBIeHb TeHETUYECKUMU PpUYMHAMH. B Teuenne nocaenaux 10 geT BBISBICHO
6osiee 30 reHOB, MyTallMU B KOTOPBIX MPUBOIAT K (peHoTHIIMUecKkuM nposiBieHusM L. Beero
Hac4MThIBaeTCs 0K0J0 50 reHoB, ajlbTEpallUK B KOTOPBIX aCCOLMUPOBaHEbI ¢ pazButuem LI

JInarHocTuka HaYMHAETCS C OCMOTpa MALMEHTKU. lIepBudyHas ameHopest U OTCYTCTBUE Pa3BUTHS
BTOPUYHBIX MOJIOBBIX MTpu3HaKoB (ctagus Tanner I,II) cBuneTenbcTByeT 0 runoroHaausmMe u
KOCBEHHO YKa3bIBaeT Ha BO3MOKHOE HAJIMYUE TUIIONOHAIOTPOITHOTO runoronaausma. Ilpu
naboparopaom uccnenaoBanuu camxenue JII' wmm OCI menee 3,0 ME/n B Gomnbiieit cteneHu
MOXET CBUAETEIBCTBOBATE O IEPBUYHOM I'MIIOTOHAIOTPOITHOM TMIIOTOHAU3ME.

Jleuenue 3akioyaeTcs B HA3HAUEHUU 3aMECTUTENbHOM ropmMoHanbHoU Tepanuu (31'T)
ACTPATUOIIOM B COYETAaHUH C IPOTECTareHaMy B IIMKIIMIECKOM peknMe. B kauecTse
ACTPOTEHHOTO KOMIIOHEHTa BO3MOYKHO Ha3zHAuaTh MepopaibHble (GOpMBI dCTpaanoia
(#acTpaamnona Banepat 1-2 Mr/cyT win TpaHcaepMalibHbIE (DOPMBI dCTpaanoa (#3cTpaanona B
dbopme rens 2 mr/cyT wim #actpaanon 50-100 MKr/cyT B BUJE TUTACTHIPS) B COUYETAHUU C
MUKpPOHHU3UPOBaHHBIM #porecreponom™** (MHH - nporecrepon) B no3e 200 Mr/cyT wiu
#nunporecreponoM™* 10 mr/cyt Ha cpok 14 nHeit ¢ 14 qHs uka 1uist NpoQUIaKTUKH
THITEPIUIACTHYECKHUX MPOIIECCOB YHIOMETPHSI.

Cunapom Kaimana.

K penxum dopmam oprannueckux 3a0071€BaHUA THIOTAIAMO -TUTTIO(PU3APHON CUCTEMBI
oTHOcUTCS cuHIpoM KasiMaHa — nepBuYHasi aMeHOpes B COUETaHUHU C aHOCMUEH, T.e€.
HECITOCOOHOCTh BOCIIPUHUMATH 3amaxy. JTo 3a00jieBaHue 00YCIOBICHO BPOXKIECHHBIM Ae(PEKTOM
CTpOEHHMS TUTIO(U30TPOTTHOM 30HBI THIIOTaJaMyca, B CTPYKTypax KoTopoi cekperupyercst [ HPI.
U cnenoBaTenbHO, TOHAOTPOIHASA HEAOCTATOYHOCTh TUIIO(GU3a UMEeT BTOPUYHBIN Xapaktep. Ha
ayTOTICHH MPH MCCIEAOBAHUN MO3Tra 0OHAPYKUBAIOT MOJHYIO WM YACTHUYHYIO areHe3UI0
000HATENBHOM JTyKOBHIIBI. CHHIPOM aHOCMHH-aMeHoper ObLT onrcad Kamivanom B 1944 1. u
Ha3BaH 0JIb(PAKTO-TeHUTANBHON qucIuiazueil. MccnenoBanus sMOpruorenesa Mo3ra rnokasaiu,
YTO HEHPOHBI TOHAJOTPOIHBIX PUJIM3UHIOB PA3BUBAIOTCS B 00OHATEIBHOMN J0JI€ U OTTYyIa
MUTPUPYIOT B MEpPEIHUE OT/EINbI TUIIOTalaMyca B XO€ POCTa U Pa3BUTHS MOJKOPKOBBIX
CTPYKTYp Mo3ra. [103ToMy CTaHOBUTCS MOHSATHBIM CTPAHHOE Ha MIEPBBIN B3I COUETAHHE
ameHopeu 1 anHocMuH. CrielyeT OTMETUTh, YTO aHOCMUS BCTpEUaeTcs, Kak MPaBujio, y MyK4HH,
a y )KCHILIUH - Ype3BbIUaifHO peko. 3a00eBaHne reHeTHIecKu 00ycnoBiaeHo. JlepekTHblil reH
JoKanu3yeTcs B X-XpOMOCOME U HACJIEyeTCs] ayTOCOMHO PELECCUBHO.

Kinnnnueckas KapThHa XapaKTECpU3yeTCAd I/IH(1)8.HTI/IJ'II/13MOM HApYXHBIX U BHYTPCHHUX ITOJIOBBIX
OpraHoB, OTCYTCTBUEM BTOPHUYHBIX ITIOJIOBLIX ITPU3HAKOB U, KaK OBLIO OTMCYCHO, aHOCMHEM.

Z[I/IaFHOCTI/IKa CXO07Ka C MEPBUYHBIM I'MIIOTOHAAOTPOITHBIM I'MIIOTOHAAN3MOM.

Jleuenue - 3I'T. BoccTanoBiieHre penpoyKTUBHON (DYHKIIMU BO3MOYKHO TOJIBKO C
IIPUMEHEHHEM BCIIOMOTATeNbHBIX PeNpoyKTUBHBIX TexHonoruit (BPT) - OKO. 3I'T
Heo0X01MMa /ISl pa3BUTHS BTOPUYHBIX MOJIOBBIX IPU3HAKOB U MEHCTPYaJIbHBIX BbIJICIECHUH,
KOTOPBIE MOJIOKUTEIBHO BIUAIOT HA IICUXUKY KEHIIMHBI, [IOATBEPXKIAsl €€ MOJHOLIEHHOCTb.
Kpowme Toro, 3I'T nukBuaMpYyeT NPOSIBICHHUSI CHCTEMHOTO J1e(UIIITA S3CTPOI€HOB.

3.0prannueckue HapyleHus THIOTAIaMO-THIIO(H3apHON CUCTEMBI.



K opranndyeckuM npuyrHaM OTHOCSTCS OIYXOJIM THIIOTaIaMO-TUNO(U3apHON 00IacTH.
Hanpuwmep, kpannodapruHraoMa - ormyxoJsib, pa3BUBAIOIIAACS U3 TKAHU HOXKKU TUIO(H3a.
Omnyxob 70OpOKaYeCTBEHHAS, YACTO MOABEPraeTCsl KAJIbIIUHO3Y, YTO 00JIEryaer ee
JMarHOCTUKY Ha peHTreHorpamMe dyepena. OnyxoJib pacrnosaraercsi CynpacesuisipHo.

Knununueckas kaptuHa, noMumo nepBudyHoit ameHopeu u 311P, xapakrepusyercs
HEBPOJIOTUYECKONW CUMIITOMATUKOM, 3aBUCAIIEH OT JIOKAIHU3AIMH OITyX0JIU, KOTOpasi IPUBOAUT
MAIMEHTOK K HEBPOJIOTaM, a He K ruHekosioraM. Ilepsuunas ameHopesi, 00yciioBiIeHHas
HapymeHusiMH B Tunoduse ['umnoduzapusiii Hanu3M. CiaencTsue runopu3apHOro HaHU3Ma -
HE/I0OCTATOYHAs! MPOIYKIUS BCEX TPOITHBIX TOPMOHOB THIIO(H3a C MPEHMYIIIECTBEHHBIM
nepunurom CTT.

[IpuunHbL: HacIeACTBEHHAs MIPEIPaCIIOIOKEHHOCTh; BPOXKACHHbIE 1e(DEKThI (HapylIeHHe
(¢hopmupoBanus runo@usza Bo BHYTpUYTPOOHOM MEPHO/IE); TPaBMBbI FOJIOBBI, B TOM YHCIIE BO
BpeMs POJIOB; OIYXOJM rMNO(H3a U OKPYKAIOIINX €r0 CTPYKTYP.

JleTn poxKaaroTcsi ¢ HOPMAJTIBHBIMU BECO-POCTOBBIMU TTOKA3aTeNISIMH. 3aJepiKKa poCcTa IpH
BPOKJICHHOM TUTIO(U3apHOM HAaHW3ME OOBIYHO CTAHOBHUTCS 3aMETHA K BO3pacTy 2-3 JIeT U B
JAJIbHENIIEM HapacTaeT. Y B3pOCibIX )KEHIIUH oTMedaeTcs pocT 120 cm. Tenocnoxenne
MPOTIOPITMOHATBHOE, OJJHAKO MOTYT COXPAHATHCS TIPOTIOPIINH, CBOMCTBEHHBIEC IETCKOMY
Bo3pacty. Ko)kHbIe MOKPOBHI Y MAITUEHTOB ¢ TUMO(U3aPHBIM HAHU3MOM OJICTHBIE, CYXUE,
MOPIIHHKUCTHIC, C )KEITOBATHIM I MPAMOPHBIM OTTEHKOM, YTO OOYCIIOBJICHO THUPEOUTHOM
HEJIOCTAaTOYHOCTHIO. BOJIOCKHI HAa TOJI0OBE YacTO TOHKHE, CyxXue, JoMKue. Hemopa3Butue Kkoctei
JUIEBOTO ueperna 00ycIOBIMBACT HAJTMUKE MEJIKUX YepT JUIA («KYKOJIbHOE JIMI0»), 3aaieHue
nepeHocullsl. Pacpenenenre noakoKHO-KUPOBOM KJIETYaTKH MOXKET ObITh Pa3iIMuHbIM — OT
cJ1ab0Tro pa3BUTHSL IO U30BITOYHOTO OTIIOKEHUS JKUPA M0 «KYIIMHTOUJAHOMY» TUITY (Ha IPYy.H,
KHUBOTE, Oenpax). OTMeuaeTcs 3a/iep)kKa OKOCTEHEHUS CKeJleTa, ci1aboe pa3BUTHE MBIIICYHON
CUCTEMBbI, HapylIeHHe CMEHbI 3y00B. V3-3a HeZlopa3BUTHUS TOPTAHU Y B3POCIBIX C
runogu3apHeIM HAaHU3MOM COXPAHSAETCS BHICOKHI JeTckuil TeMOp royioca. B coorBeTcTBUU C
HU3KUM POCTOM M Maccoi Tella 0OTMEYaeTCs YMEHbILEHUE Pa3MepOB BHYTPEHHUX OPraHOB
(cmanxHoMukpus). Hepenko npu runoduszapHom HaHHU3ME BBISBISICTCS Opaaukapaus U
apTepualibHas runoteH3us. Hapyienue ronagotponHoit pyHKuu runodusa npuBOIUT K
3aJIep>KKe U HEMOJHOLIEHHOCTH MOJIOBOTO Pa3BUTHA (TUIOTOHAIU3MY). Y JIeBYILIEK HaOII0AaeTCs
ameHopesi, MUKPOMACTHsI, TUTIOIJIa31sl MaTKU U SIMYHUKOB. MHTeeKkTyanbHOoe pa3BUTHE MIPU
runoduzapHOM HaHU3ME, KaK MPaBUIIO, COXPAaHHO. MOTyT OTMEYaThCs TaKue MCUXO0JIOTHUeCKUe
0COOCHHOCTH, KaK HEraTUBU3M, 3aMKHYTOCTb, CHIDKEHHE CaMOOLIEHKH, HH(PAHTHIILHOE
noBeaeHue. [Ipu HanMuMK JOMOTHUTENBHBIX Kallo0 HAa TOJOBHYIO 00Jb, PBOTY, HapyIICHHE
3peHusi CleayeT 3al0A03pUTh BHYTpUUYEPEIIHYIO aToioruto. [Ipu maHrumonuTyutapHoM
HaHU3ME OMPEEINAI0TCSA MPU3HAKU BTOPUYHOTO TUIIOKOPTHIIM3MA U TUIIOTUPEo3a. Juarnoctuka
Kputepusmu muarHocTuku runopu3apHOro HaHU3Ma CIIyKaT JaHHbIE aHAMHE3a, 00bEKTUBHOTO
oOcrenoBanus, Ta00OPATOPHBIX U HHCTPYMEHTAJIbHBIX UCCIEAOBAHUNA. Y MallMEHTOB
OTIpeIeISAIOTCS a0COMIOTHBIE pa3Mephl Tella, a TAKXKe MoKa3aTellb JeQHUIITa POCTa — pa3HUIIA
MeXay (GaKTHIECKUM POCTOM OOJIBHOTO U CPETHUMHU HOPMATHUBHBIMHU TIOJIOBO3PACTHBIMU
nokasaresiMu B nomyasiuu. [Ipu runoduzapHoM HaHU3ME ASQUIIUT POCTa COCTABISET Ooliee
4yeM 2-3 KBaIpaTHUHBIX OTKJIOHEHHs. OCHOBHAS POJIb IPHU JUATHOCTHKE TUTIO(PU3APHOTO
HaHU3Ma MPUHAUICKUT onpeaeneHunio 6a3anbHoro ypoHs CTI B CBIBOPOTKE KPOBH,
[UPKATHOTO PUTMA CEKPEINH U PE3EePBOB HA (DOHE CTUMYISIIUU. Y MALMEHTOB ¢ THIO(U3apHBIM
HaHU3MOM UCXOAHbIN ypoBeHb CTI" 3HAUUTENBHO CHUKEH, TIPU TPOBECHUH CTUMYIUPYIOLTUX
TECTOB C UHCYJIMHOM, TUPEOJIUOEPUHOM, APTUHUHOM H JIP. MOBBINIAETCS HE3HAUUTEHHO.
Pentrenorpadus Typemkoro cenja BISBISET €r0 IETCKYI0 GOopMY («CTOSUYHI OBal») U



IIMPOKYIO (T. H. FOBEHWIbHYIO) CIIUHKY. [Ipu yBennueHun pasMepoB TypeLKOro ceaia u
HaJIMYUU y4aCTKOB OOBI3BECTBIICHHUS, B IIEPBYIO OUEPE/Ib, CIEAYET AyMaTh 00 OIYyXOJIH.
Pentrenorpadus ryde3ansiCTHBIX CyCTaBOB U KUCTEH TIO3BOJISIET OTNIPENICIIUTh
PEHTIC€HOJIOTUYECKUH («KOCTHBII») Bo3pacT. [Ipu rumopuzapHoM HaHH3ME OTMEYAETCS
3HAYUTENILHOE 3aMEIJICHUE MPOLIECCOB OKOCTEHEHUs ckeneta. J{iis BeisicHeHus (opMbl HaHU3Ma
HE0OX0IMMO HCCIIeIOBaHUE HHCYIIMHOIOM00HOTO (hakTopa pocta (comatomenuna-C), TTT, JIT,
@CT, T3, T4, xopTH307a B IUIa3M€ U MOYE€, AHTUTEN K THPEOTTIOOYITHHY, MUKPOCOMATIbHOM
dpakiuy THPOIMTOB U JIp. st HCKIToueHus ormyxoJieBoro nopaxenus nmpooautcs KT (MPT)
TOJIOBHOTO MO3ra.

Jleuenue: OCHOBY MaTOr€HETUYECKOTO JIEYEHUS TUIO(PU3apHOTO HAHU3MA COCTABIISIET
3aMECTUTENbHAs TEpANKs IpernapaTaMyd TOpMOHa POCTa, KOTOpast MPOBOANUTCS MPEPBIBUCTBIMU
Kypcamu (1o 2-3 Mec. ¢ TaKUMH ke nHTepBaiaMu ). COMaTOTPONMH YeJIOBEKa Ha3HayaeTcs
MalUEeHTaM C JIOKa3aHHOM SHJIOTE€HHON HEJ0CTAaTOYHOCTHIO TOPMOHA U TU(PHEPEHITMPOBKOI
CKeJieTa, He TIPEBBIIIAOIICH BO3pACTHRIX nmoka3areneit 13-14 net. Jleuenue ¢ momomsto CTT
IIPOBOJIATCS JI0 3aKPBITUS 30H POCTA WM JI0 JOCTHKEHUS TPUEMIIEMBIX POCTOBBIX ITAPAMETPOB.
B nanbHelimem, nocie 3aKpbITHS 30H pOCTa, MAIlMEHTOB C TUNO(GU3aPHBIM HAHU3MOM IE€PEBOJIAT
Ha MOCTOSIHHBIN IPUEM MOJOBBIX TOPMOHOB. JKenmnnam nokazan npuem 31T, [Ipu runotupeose
HazHayaeTcsi L-TUpOKCHH, THPEOUIUH; IPU HEJTOCTATOYHOCTH COMATOJIMOEpHHA - €ro
CUHTETUYECKHE aHAJIOTH; TP TUNO(YHKIIUU KOPbI HAIMOYEYHUKOB - TTIOKOKOPTUKOCTEPOUIBI.
[Ipu oprannyeckoii natonoruu LIHC mosxer notpeGoBaThCsl MPOTUBOBOCHANIUTEbHAS,
paccacbIBarolas, AeruapaTallioHHas Tepanus. B ciiyyae BeIsIBICHUs OIyXoJiel runogusa
MMOKA3aHO MX XUPYPrUYECKOE yAaJe€HUE, NHOT1a — IIPOBEICHNE JTy4YE€BOU TEpaIuu.

4 TlepBuyHas ameHOpesl, 00yCIOBICHHAS HAPYIIICHUSAMH B THYHUKAX
Jlucrene3um rouaja

Tunuunas popma nucrenesun ronan, uiau cuaapom lllepemesckoro-Tepuepa. s 3ot hopMbl
xapakrepeH kapuotun 45-X. Knunnueckas kapTHHA XapaKTepusyeTcs crnenupuueckum
BHemrHUM BuAOM ((denortun [lepemerckoro Tepuepa), Hu3kum poctoM (He 60see 150 cm).
JlucriacTU4HOE TENOCIOKEHNE: KOPOTKas 11es ¢ HU3KOM JIMHUEH poCcTa BOJIOC, KOJKHBIE
CKJIQJIKU OT COCLIEBUIHBIX OTPOCTKOB J0 aKPOMUATbHBIX, MUKPOTHATHUS M BBICOKOE HEOO, HU3KO
PacroJIO’KEHHBIE YIITHbIE PAKOBUHBI, BalbrycHas AedopMalius JOKTEBBIX U KOJICHHBIX CYCTaBOB.
Kpowme Toro, MmoxeT ObITh aHOMAJTUS IPUKYCA, KOCOTJIa3He, IIUTOBUAHAS IPYAHAS KIIEeTKa. Y
38% GOJBHBIX BCTPEYAIOTCS AHOMAJIMU [TOYE€K U MOYETOUYHUKOB, y 16% - mOpoKu pa3BUTHS
cepaeuHO-cocynucToi cucreMsl. [looBoe oBosloceHue oTcyrcTByeT, MK He pa3BUTHI, MaTKa
PE3KO THIOIUIACTUYHA, T.€. UMEETCS BRIPAXKEHHBII reHuTaIbHbIN nH(panTuan3M. [lo qanHbIM
V3U pazmepsl roHa1 B BUJE COSTMHUTEIIBHOTKAHHBIX Tskel ainuuHoi 1 1,5 cM u mmpunoi 0,3-
0,5 cm. [Ipu ruCTOIOrHYECKOM UCCIIEIOBAaHUH BBISBIISIOTCS 3JIEMEHTBI CTPOMBIL, XUITyCHBIE
KIIETKW; TPUMOPAUATIbHBIE (DOJITHUKYIIBI U OOLUTHI OTCYTCTBYIOT. JIMarHOCTUKA TPYAHOCTH HE
MPEACTABIISIET B CBSI3U C TUIIMYHBIM BHEIIHUM BHJIOM NMAlMEHTOK. J[MarHo3 noarBep:kaaercs
naHHbIMU Y3, ropMOHaIBbHBIMU UCCIIEIOBAHUAMH, JUIS1 KOTOPBIX XapaKTEPHO PE3KOe
MOBBIIIIEHUE B KPOBU COJIEPKAaHUS TOHATIOTPONMUHOB, 0coOeHHO DCI', ypoBEeHH KOTOPOTO
COOTBETCTBYET MOCTMEHoMay3e. | eneTnueckoe obcae1oBaHne BKIIOYAET ONPEIe/IeHNe
MOJIOBOTO XpOMaTHHa B OYKKaIbHBIX Ma3Kax M KapUOTHIIA, TPU KOTOPOM BBIABIISIOTCS
COOTBETCTBEHHO OTCYTCTBHE IMOJIOBOTO XPOMATHHA ¥ TUITUYHBIA KapuoTHII - 45-X.

Crepras d)ODMa JAUCTCHE3MH I'OHaa

Ota popma xapakrepusyercst BapuabelbHOCTbIO KITMHUUECKUX NposiBieHuil. Kapuotun nmeer
MO3aMuHBIN Xapakrep, yamie 45-X/46-XX. [lToMumMo MO3aMYHOTO KapUOTHUIIA, MOTYT OBIThH



Jpyrue BapuaHThl XPOMOCOMHBIX abeppaluii, Takue Kak Aeielus JITMHHOTO HITH KOPOTKOTO
ieya X-xpoMocoMmsl (Xc-, Xp-), 130XpOMOCOMBI IO JUIMHHOMY Iuieuy X (Xc), 10 KOPOTKOMY
wieuy X (Xp), cOanaHCUpOBaHHBIE TPAHCIOKALIMU MEXAY X-XPOMOCOMOM U ayTOCOMOM.
Knununyeckast kKapTuHa 3aBUCUT OT IIPOLIEHTHOI'O COOTHOILLIEHUSI HOPMAJIIBHOTO U aOEpPaHTHOTO
KJIOHA KJIETOK. YeM BbllIe MPOLIEHT KJIOHA KIETOK ¢ KapuoTUIIoM 45-X, TeM 0oJibliie O0JIbHBIE 10
BHEILIHEMY BUy U KJIMHUYECKON KapTUHE MOX0KU Ha MAaIMEeHTOK ¢ cuHpoMoM lllepemieBckoro-
Tepnaepa. COOTBETCTBEHHO MPHU MPEBATMPOBAHUY HOPMAJIBLHOTO KJIOHA C KapHOTUTIOM 46-XX
KIIMHAYECKAsi KAPTHHA MOKET XapaKTepU30BaThCSI HOPMAIbHBIM MOP(OTHUIIOM, CIIOHTaHHBIM
pa3BUTHEM BTOPUYHBIX MOJIOBBIX IPU3HAKOB U 1K€ CIIOPATUYECKUMH CAaMOCTOSATEIbHBIMU
MeHcTpyarusiMa. Ho Bceria mMeeT MecTo TeHUTaIbHBINH HH()AHTHIIN3M, TTIOBBIIICHHBI YPOBEHB
TOHAJOTPONUHOB U 1o Y3 npusHaku AUCTeHEeTUYHBIX roHaA. YucTas ¢popma IMCreHe3suu roHal
[Ipu 3Tom xapaxrepen kapuotun 46-XX unu 46-XY (cunapom Caiiepa). Ota popma I
HauboJee pezakas, ee yactota - 1 Ha 100 ThIC. HOBOPOK/IEHHBIX.

Knununyeckast kapTuHa uMeeT 0COOEHHOCTHU: BHEIIHUI BUJI XapaKTEPU3yeTCss HOpMaJIbHbIM
pOCTOM, COMaTHYECKUE JUCILIA3UU OTCYTCTBYIOT, MOP(OTHUI MOXKET OBITH €BHYXOUIHBIM HJIU
MHTEPCEKCYaIbHBIM, C YMEPEHHO BBIPAXKEHHBIM TUpCyTH3MOM (TIpH cuHpome CBaiiepa),
BTOPHUYHBIE MOJIOBBIE TPU3HAKU HE PA3BUTHI — HAa (JOHE BBIPAKEHHOTO F€HUTAILHOTO
nHparTIm3Ma. ['oHabI B BUAEC COSTMHUTEIFHOTKAHHBIX TSKEH, a mpu cuHapome Caaiiepa - ¢
3JIEMEHTaMU TECTHUKYJ, KOTOPbIE MOTYT IPpUOOpeTaTh 3110Ka4eCTBeHHbIN XapakTep. HTepec
MpecTaBiIsaoT 601bHbIE ¢ uncTor opmoit I" mpu xapuotune 46-XX. [puunHsl
BO3HUKHOBEHHUS 3TOM (DOPMBI 10 KOHIIA HE N3BECTHBI. ONucaHue CeMENHBIX CIlydyaeB
3a00J1€BaHUsI CBUACTEIBLCTBYET O HACJIEICTBEHHOU TTpupoie unctor opmel 1. Inarnoctruka
OCHOBBIBAETCS Ha IAHHBIX KIMHUYECKON KapTUHBI, B KOTOPOK OCHOBHBIM BBICTYIAET
BBIPA)KEHHBIN MOJIOBOM MH(DAHTUIIN3M; 3XOCKONIMYECKUX MPU3HAKAX IUCT€HETUYHBIX TOHAI;
BBICOKHX YPOBHSX TOHAJIOTPONIMHOB; ONPEIEICHUN KAPUOTUIIA U OTCYTCTBUU MTOJIOBOIO
xpomaTuHa. Jlamapockonus ¢ Guoncuei rona NoATBEPKIAAET JUArHO3.

CMmeniagHas d)ODMa JUCTCHE3WHU I'OHal.

Jlst 3701 opMBI XapakTepeH MO3audHbIi KapUOTHUII C 00513aTENIbHBIM IIPUCYTCTBUEM Y -
XPOMOCOMBI WK €€ yuacTka. Hamboiree yacto BcTpeuacres kapuotui 45- X/46-XY.
Knuauueckast KapTMHA XapakTepu3yeTcsl BapuaOeIbHOCThIO B 3aBUCUMOCTH OT NPEBATTMPOBAHUS
TOr0 MJIM MHOTO KJIOHA KJIeTOK. Mop(oTHI, Kak IPpaBUiI0, HHTEPCEKCYyalbHbIH, C yMEPEHHO
BBIPQXKEHHBIM TMPCYTU3MOM, MOT'YT OBITh COMaTHUYECKHE AUCIUIA3UU U BHELIHEE CXO/CTBO C
cunapomoM IllepemeBckoro-Tepuepa. [t HapyKHBIX ITOJIOBBIX IPU3HAKOB XapaKTEPHbI
3JIEMEHTbI BUPWIIN3ALUU: THIEPTPOPHSI KIUTOPA, PEIKO C IEPCUCTEHINEH YpOT€HUTAIbHOTO
CHHYCa, 4TO 00YCIIOBJIEHO HAIUYKEM Y XpOMOCOMbI. BTopuuHble NOJI0BbIE IPU3HAKU HE
pa3BUTHI, MaTKa pe3Ko rumnomiactuysa. [lpu nanapockonuu ¢ 6uorncueil ronaja Beernaa
BBISIBIIIIOTCS DJIEMEHTBI TECTUKYJISIPHON TKaHU TUMa KieTok Jlelaura u Cepronu, a Takke
HeuphepeHIUpOoBaHHbIE MOJIOBBIE KIETKH TOHOLUTHL. B myOepTaTHOM BO3pacTe 4acTo
Pa3BUBAIOTCS OMYXOJIM TOHA/l KOMOMHUPOBAHHOTO CTPOCHUS C 3JIEMEHTaMH CTPOMBI TOJIOBOTO
TsKa U TOJIOBBIX KJIETOK TUIIA TOHAA001aCTOMBI, SMOPHOHAIBHOM KapIIMHOMBI. OIyX0JIH TaKOoro
CTPOEHUS BBIABIAIOTCS Y 75% 00JbHBIX B Bo3pacTe A0 25 seT. [Ipu 3ToM B KIIMHUYECKOM
KapTHHE NPOrpecCUpyroT NPU3HAKY BUPHIIN3AIUH, YTO 00YCIOBIEHO TOPMOHAIBHO aKTUBHOM
aHJIPOT€HCEKPETUPYIOIIEH OMyX0Jblo. J[uarnocTiuka 0CHOBBIBAeTCS HA 0COOEHHOCTSIX
KJIMHUYECKOW KapTHUHBI, XapaKTepU3YIOLIecs aIeMeHTaMy BUPWIN3aLuU Ha (OHE
TeHUTANbHOTO MHpaHTUIN3Ma, Y3 Npu3HaKoB TUCTEHETUYHBIX SMYHUKOB, JAapoOCKOINHU C
6uoncueit ronas. O0s3aTeNbHBIM SABIAETCS ONpPEIeICHHE KapHOTHIIA, IIPU KOTOPOM BBISBIISIETCS



Ham4re Y XpoMocoMbl. Takum oOpazom, paznuansie popmbl 7 00ycioBIeHB MO3anYHBIM
KapHOTHUIIOM U OTIUYAIOTCS OCOOCHHOCTAMHU KIMHUYECKON KapTHHBI.

Ho s Bcex ¢opm TaHHOM MAaTOJIOTHN UMEIOTCS OOIIHME JHArHOCTHUECKUE KPUTEPUU:
* IEpBUYHASI aMEHOPES;

* OTCYTCTBHUE WM PE3KOE HEAOPA3BUTHE BTOPUYHBIX IIOJIOBBIX IPU3HAKOB,
TEeHUTAJIbHBIN HH()AHTUIN3M;

* npu Y3U npu3HaKu IUCTE€HETUYHBIX TOHAL;

* BBICOKUH YpOBEHb FOHAIOTPONMHOB, 0c00eHHO PCI', COOTBETCTBYIOIMIMIA
[IOCTMEHOIIay3albHOMY BO3PACTY;

® KapuoTull ¢ aHOMAJIbHBIM Ha60p0M IMOJIOBBIX XPOMOCOM, OTCYTCTBHUEC HIIN
S3HAYUTCIBbHOC CHWKCHHEC ITI0JIOBOT'O XpOMATHHA,

* OTpHUIaTEIbHAs TPO0a C recTareHaMu, HO MOJIOKUTEIbHAS C ICTPOTeHAMHU U
recrarcHamu,

* TOHA/JIBI IPEACTABISAIOT COOOM COEAMHUTEILHOTKAHHBIE TSXKH, MHOTJIA C
3JIEMEHTaMU SIMYHUKOB (IPUMOpPANaIbHbIE (DOJUTUKYIIBI) WM TECTUKYII.

Jleyenue aucreHe3mu roHai.

Tepanus JII' 3aBUCUT OT HAIMYUS B KAPUOTHUIE Y -XpPOMOCOMBI. B CBSI3M ¢ BBICOKUM PUCKOM
MaJIMTHU3ALMY TOHAJ MTPU HATMYUH Y -XpOMOCOMBI HEOOXOIMMO X OIlepaTUBHOE yaaieHue. B
HACTOSIIIee BPEMsI 3TO MPOU3BOIUTCS C MUHUMAaJIbHBIM HHBA3UBHBIM BMEIIATEIHCTBOM MPU
JIanapOCKOIHH.

[Ipu oTcyTcTBUU B KapHOTHUIIE Y -XPOMOCOMBI HJIU IOCTIE ONEPATUBHOTO yAaJeHUS TOHA IIPH €€
HaJIMYUU IPOBOJUTCS 3aMeCTUTeNIbHAs TopMoHaibHas Tepanust (31'T), koTopast HarnpaBieHa:
Ha eMuHU3aLUI0 QUTYPBI, Pa3BUTHE MOJIOBOTO OBOJOceHus, MK, MaTKu; * MOJaBiIeHUE YPOBHS
TOHAJJOTPOIIMHOB; * IIUKJINYECKUE U3MEHEHHS B DHIOMETPUHU C MEHCTPYaIbHOIOI00HOM
peakiueit; * mpoQuIakTUKy 3cTporenaepuuuTHbIX cocTosuuit (OIl, MmeTabomueckux
Hapymenuii, CC3); * conuanpHyro agantamnuio. 3I'T mpoBoauTCs nmpenaparamMmu, B COCTaB
KOTOPBIX BXO/ISIT aHAJIOTH HATypajIbHBIX 3CTPOTEHOB U FE€CTareHOB - TUAPOTEeCTEPOH +
sctpaauon (Pemocton 2/10). I'T mpoBoAUTCS ATUTENHEHOE BpeMs, MPAKTUYECKU TOKU3HEHHO,
MOATOMY KaXK7bl€ TOJIT0/Ia JKeJIaTebHO Ha3HauYeHHe renaTonpoTeKTOPOB, HAIPUMED
anemernonuna (I'entpana, I'entopa), mo 400 mr 2 pa3a B cyrku B Tedenue 30 qHeil 1Ba pas3a B
roj. [IporHo3 muis xu3HU 1 310poBbs 1ipu nposenenuu 31T OnaronpustHed. BoccTanoBieHHe
reHepaTUBHOM (PYHKIIUU BEChMa CJI0KHO, HO BO3MOKHO C UCIIOJIb30BAHUEM METO/IOB
BCcoMoraTenbHOU penpoaykiuu nyrem JKO ¢ nonanuen saifliekneToxk.

5.I1epBuuHasi aMmeHopest, 00yCIIOBJICHHAS HAPYIICHUSIMHA B MaTKe
CUHIPOM IOJHOM HEUYBCTBUTEIBHOCTHU K anaporenaM (CHHAPOM TECTUKYISPHOU
beMuHn3aImMmn)

CT® otHOCHTCS K peAKHM (popMaM JIOKHOTO MYKCKOT0 repMadpoIuTu3ma ¢
HETOJHOIICHHBIMHU (HET CriepMaToreHe3a) TeCTUKYJIaMH, OTCYTCTBUEM MaTKH U BEpXHEH TpeTH
BJIArajMIIa Mpu My,CcKoM Habope xpoMocoM 46-XY. YUacTtoTa 3TOro HapymeHus: pa3BUTHS
cocrtasisieT 1 Ha 15 ThIc. HOBOpOXAeHHBIX. KilnHNYecKast kKapTHHA XapaKTepU3yeTcs
ONMCAHHBIMHU BbIIIIE€ HAPYIIEHUSMH Pa3BUTHS HAPYKHBIX U BHYTPEHHHUX ITOJIOBBIX OPTaHOB, a



TAKXXC OTCYTCTBUCM IIOJIOBOT'O U IOAMBIIIICYHOTI'O OBOJIOCCHUA. MX PAa3BUTHI TPABUJIBHO UJIA
THUITIOIINIaCTUYHBI.

Juarnoctuka TpyAHOCTH B AMAarHOCTHKE BO3HUKAIOT TOJILKO B TOM CJIydae, €CIM Bpad HE 3HAET
0 CyIIECTBOBAaHHH TaKOTro 3a00JeBaHus. J{JIsl MOATBEPkKACHUS TMArHo3a ONPEACIsIOT KapUOTUIT
(46-XY), nosI0BOM XpOMAaTHH, KOTOPBIl OTCYTCTBYET WIIM PE3KO CHIKEH (MeHee 6%0).
Onpenernsercs JOKaIM3amus TOHA] (MTaX0BbIe KaHAIBI, OOJIBIITNE ITOJIOBEIE T'yOBI UIIH TTOJIOCTh
taza). ['opmoHansHbIe HccaenoBanus He nHpopmatusHeL: JII', ®CI, 32 u TecrocTepoH B
Ipeienax HOpMBI.

Jleuenue

O0s13aTeNTbHBIM ATAIIOM JICUEHUS SBJISIETCS YAAJTICHHE HETIOTHOIIEHHBIX TECTUKYJI, TOCKOJBKY
6osee yem B 30% ciryyaeB B HUX Pa3BUBAIOTCS 3JI0KAU€CTBEHHBIC OMYyXOJIH. [ OHAAIKTOMHUS
peKoMeHayeTcs B Bo3pacte nocie 16 net, nocie mydepraTHOro ckauka pocta u pa3sutus MK.
Kak npaBuino, Heo0xoaumo GopMHpOBaHHE UCKYCCTBEHHOTO BiIarajuina (KOJIbIION033) U3
TazoBoit Opromuukl. [TarmenTku ¢ CT® UMEIOT YUCTO KEHCKYIO TICUXO0COUATTBHYIO
opueHTanuio. [locne ynaneHust ronaa 00s13aTeabsHO MPoBOAUTCS AnutenbHas 31T s
pOoGUIAKTUKH 3CTPOTCHIS(HUITMTHBIX U3MEHEHHH B YPOT€HUTAIILHOM, KOCTHOH, CepJICYHO-
cocyauctoit cucremax, [{HC. B kaduecTBe 3CTpOreHHOro KOMIIOHEHTA MPEANOYTUTEIIbHEE
Ha3HA4aTh TpaHCAEPMaATbHBIE (POPMBI dCcTpaaroa (3CTpaarol 2 MI/CyT B (popme Tesis uitu
actpaanon 100 MKr/cyT B Buje miiacThips). JlOMOTHUTEIPHOTO HA3HAYCHHS TTPOTECTareHoB HE
Tpedyercs.

Cunapom Maiiepa-Pokutanckoro-Krocrepa-Xaysepa Cunnpom Maiiepa-Pokuranckoro-
Krocrepa-Xayszepa — nepBUUYHOE OTCYTCTBHE MEHCTPYallMid MPH HOPMAJIBHO Pa3BUTHIX
MEPBUYHBIX U BTOPUYHBIX MOJIOBBIX IPU3HAKAX, TIOJHOE WJIM YACTUYHOE OTCYTCTBHE MATKH U
BIaranuina B 1/3 ciydaeB acCOIMUPOBAHHOE C TOPOKAMH PA3BUTHUS MOYECBBIBOIAIINX MTyTEH
(3KTOMUYECKas IOYKa, yABOCHHE MMOYKH, areHe3us u Jp. [Ipu OuMaHyanbHOM BilarajuIlHOM
UCCIIEIOBAaHUHU OTCYTCTBUE MATKU M BEPXHEW TPETH BJIarajuiia Npu HATMYUU HOPMaJIbHO
Pa3BUTHIX BTOPUYHBIX MOJIOBBIX TPU3HAKAX MOXKET CBUIETEILCTBOBATH O CUHIpoMe Maiiepa-
PoxuranckoroKrocrepa-Xaysepa. B quarnoctuke takxke nomoxer Y31 OMT u MPT.

Jleuenue: [1Ipou3BoasST co3lTaHNE UCKYCCTBEHHOTO BlIarajiviia (KOJIbIOMN033) UK
kosabnoanonranus. [Iposenenue 31T mporecrareHamu B KOMOMHAIIUH C 3CTPOreHAMHU
nanueHTKaM ¢ cuaapomoM Maiiepa-Pokuranckoro-Krocrepa Xaysepa He OKa3aHO B CBSI3U C
COXpaHHOH (yHKIMEN SUYHUKOB. ATpe3us THMEeHa ATpe3us THMEHa XapaKTepu3ylTcs
MIEPBUYHBIM OTCYTCTBUEM MEHCTPYalUid U UKINIECKUMH Ta30BbIMU 00JISIMU, 00YCTIOBICHHBIMU
reMaToKOJIbII0COM, TeMaTOMETPOH, reMaTOCaIbIIMHKCOM. J1Jis TeueHus: IPOBOIST
PEKOHCTPYKTUBHBIE IJIACTUYECKUE OTIEPAIMH JIJIsl BOCCTAHOBIIEHUS! OTTOKA MEHCTPYaIbHOU
KpPOBH M 00€CTIeYeHHs YCIOBHM /IS MTOJIOBOM KU3HHU.

6.JIeuenne Oecrroaus

Crnioco6b1 KoppeKLnu Oecrioius MpU HEKOTOPOI MaTosIorui. bepeMeHHOCTh y MalueHToK ¢
TUIIOTOHAJOTPOITHBIM THIIOTOHAN3MOM MOXKET OBbITh JOCTUTHYTA 3a CYET CTUMYJISLIUH
OBYJIILIMU C ucnojb3oBanueM npenaparoB I'HPT, @CI' (pommurponun ansda) umu JIT
ayTponuH anbda). Lleap HHAYKIIMOHHON Tepanuy OBYIISALUU — TOOUTHCS OJTHOKPATHOM
oBymsauuu. [Tanmentkam ¢ cunapom TepHepa ¢ 1enbio HaCTYIUIEHUsS] OepeMEHHOCTH
pexoMeHnayercs npoBezaeHue nporpammsl BPT. CionTanHOe HacTyrieHne 6epeMeHHOCTH
otMeuaercs y 4,8-7,6% maumueHTok ¢ cuHApoMoM TepHepa, IpH 3TOM YacTOTa HEBBIHAIIMBAHUS
cocraniser 30,8- 45,1%. IIporpamma BPT ¢ koHTpoIMpyeMoii oBapualibHOM CTUMYISIUEH ¢



MOCJIEYIOLIEN KPUOKOHCEPBAIIMEW OOLIUTOB MOXKET IPOBOIUTHCS MALIMEHTKAaM ¢ MO3au4HOMI
dopmoii curipoma. BPT ¢ cypporaTHeIM MaTepHHCTBOM MOKHO PEKOMEH/I0BAThH MAIIMEHTKAM C
cuHipoMoM Maiiepa-Pokuranckoro-Krocrepa-Xaysepa miis peanus3auuy penpoIyKTUBHON
¢byHKIMY (IpHYEM, MOKHO HUCTIOIb30BAaTh COOCTBEHHBIE SHIIEKICTKH, YIUTHIBAS X
MIOJIHOLIEHHOCTH NpU AaHHOU narosorun). BPT ¢ ucnonb3oBanuem qoHauuu
STAIIEKJIETOK/SMOPHUOHOB U CYppOTaTHOTO MaTEPUHCTBA MOYKHO PEKOMEHJIOBATH IS
MIPEOI0JICHUS OECIUIOUS B CYNPYKECKOU Mape MalueHTKaM ¢ CHHIPOMOM HEYyBCTBUTEILHOCTH
K aHJporeHam (BBUJLy OTCYTCTBUSIIMYHUKOB U MAaTKU CUUTAIOTCS a0COIIOTHO CTEPUIIbHBIMU,
BOCCTAHOBJICHHE PETIPOIYKTHBHON (DYHKIIUM HEBO3MOKHO).
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