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Cunapom Knaiitngeabrepa -
XPOMOCOMHas MMaToJIOTHS,
00yCIJIOBJICHHAS HAJIMYUEM B
MY>KCKOM KapHUOTHUIIC OJHOM UJIN
HECKOJbKHUX JOTOTHUTEIbHBIX
KEHCKHUX IMOJIOBBIX XPOMOCOM.




Mo KonMYecTBy JONOHUTE/IbHBIX X-XPOMOCOM Pa3/inyaoT
cneayolme BapMaHTbl cMHApoMa KnanHdenbTepa:

* 47 XXY — Hanbosiee YacTo BCTPeYaloLMiCS
* 48 XXXY

* 49 XXXXY

Kpome Toro, K cuHapoMy KnamHdenbtepa TakKe oTHOCAT
MY>CKUE KapM1OTHUNbl, BKAKOYAKOLWME, MOMUMO
AOMOJIHUTEIbHbIX X-XPOMOCOM, AOMNOJIHUTE/IbHYIO Y-
xpomocomy — 48 ,XXYY. 1, HaKOHel, cpeau NauMeHTOB C 3TUM
CUHAPOMOM BCTpe‘-Ia}OTCH Mua C MO3aMyHbIM KapuoTUMom 46,
XY/47,XXY (10 eCTb 4aCTb K/JI€TOK MMEET HOPMaJIbHbIM
XpOMOCOMHbIM Habop).

Kiaaccupukanusi: BUAbI
KAPUOTHUIIOB IPH CHHAPOME
KiaanHgeasrepa



UcTtopus oTKpHITHA CHHAPOMA

Fappu ®uTy KnamnHdpentep
(1912-1990)

CUMHAPOM MO/lyYMN CBOE HasBaHMe B YeCTb [[appu
KnanHdpenbtepa — Bpaya, B 1942 roay Brnepsblie
OMNUCaBLLEro KJIMHUYECKYI0 KapTUHY 60N1e3HM.
KnanHdenbTep ¢ Konneramm ony6mMkoBanm
oT4yeT 06 06CNef0BaHUM 9 MYKUMH,
06bEIMHEHHDBIX O6LMMM CUMNTOMAaMK, TaKUMMU
Kak cnaboe 0BO/IOCEHUE Tesa, €EBHYXOMUAHbIA TU
TE/I0C/I0XKEHUA, BbICOKMU POCT U YMEHbLUEHHbIE
B pa3mepax AnYKU. lNosgHee, B 1956 ., reHeTUKH
[naHKeTT 1 bapp 06HapyXuan 'y My>K‘-IMH

c cMHApomom KnanHdenbTepa Tesibla nos0Boro
XpOMaTMHa B AApax KJETOK CAU3NUCTOM 060J104KM
nos10CTH pTa, a B 1959 rogy Monann n ®opa

C COTPYAHMKAMM MOKasasim, YTo Yy 60/1IbHbIX

B XPOMOCOMHOM Habope uMeeTcA IMWHAA X-
XpOMOCOMa.

AKTMBHbIE UCCNI€J0BAHMS AAHHOM NaTOJ1I0r MK
Besimcb B 70-x rogax B CLLUA. Torga Bcex
HOBOPOXAEHHbIX MaJ/Ib4MKOB NoABEpPrasim
KapUMOTMNUPOBAHUIO, B pe3y/ibTaTe Yero yaanaocb
[IOCTOBEPHO BbISIBUTb paCnNpOCTPaHEHHOCTb

U FreHeTUYEeCKMe 0CO6EHHOCTU CMHAPOMA
KnanHdenbtepa.



PacnpocTpaHeHHOCTH 3a00/1eBAaHUA

CuHapom KnanHdenbtepa sBasgeTca ogHMM

13 Hanbosiee pacnpoCTPaHEHHbIX FrEHETUYECKUX
3a60s1eBaHMM: Ha Kaxable 700 HOBOPOXKAEHHbIX
MaJIbYMKOB Npuxoamtcsa 1 pe6EHOK C AaHHOM
NaToJIormemn.

Kpome Toro, cuHapom KnanHdbenbtepa — TpeTbs

Mo pacrnpoCcTpaHEHHOCTM SHJOKPUHHAS NATON0MMS

Y MY)KYMH (Mocae caxapHoro aguabeTta M NaTonormm
LLIMTOBMAHOM Kenesbl) U HanboJsiee YacTas NpMYMHa
BPOXXAEHHOIr0 HapyLleHUs penpoayKTUBHOM DYHKLMM
Y MYKYMH.



CuHapoM KnamHdenbTepa 0THOCUTCA K FEHETUYECKUM
3a60/1eBaHUAM, He nepejaroLwmMca No HacaeaCcTBY, NOCKOIbKY
60/1bHblE, 3a peAKMM UCKYEHMEM, 6ecnnogHbl. lNatonorus,
KaK NpaBuI0, BO3HMKAET B pe3y/ibTaTe HapyLleHUA
PaCXo’KAEHUA XPOMOCOM Ha PaHHUX CTaaMAX (hOPMUPOBaHMSA
AULIEKNIETOK M criepMaTo3ouM/oB. Mpu 3TOM CUHAPOM
KnanHdenbtepa, BO3HUKAIOLWMM 3a CHET HAPYLUEHMA B KEHCKMX
NOJIOBbIX K/IETKaxX, BCTpeYaeTca B TpM pasa Yalle. MosamyHble
popmbl o6ycnosneHb| NaTo/I0rMen AeNeHMs KNeTOK Ha paHHUX
CTafMAX SMOpHOreHesa, NO3TOMY HYacTb K/IETOK Y TaKMUX
MaLMEHTOB MMEET HOPMaJIbHbIM KapuoTmn. MpHUUMHbI
HepacxoXAeHUA NO0BbIX XPOMOCOM M HapYLUEHUA Ae/IeHUA
K/IETOK Ha CaMblX PaHHUX CTaguAX SMOpUoreHesa 40 CMX NOp
MaJionsyyeHbl. B oTMume ot Apyrmx XpOMOCOMHbIX
3aboneBaHN, BIMAHME BO3pacTa poAMTENEN OTCYTCTBYET

WU BblPaXXE€HO He3HaYMUTEeNbHO.

ITUONIOTMA U NPUYUHDI
HapyLUeHHA



PaHHHe NpU3HAKH

B otnmume ot OonbIuHCTBA 3a00JI€BaHNM, CBS3aHHBIX C HAPYIICHUEM KOJIMYECTBA
XpPOMOCOM, BHYTPUYTPOOHOE pa3BUTHE JeTel ¢ cuHapomomM KiaitHdenbsrepa mpoXoauT
HOPMaJIbHO, CKJIOHHOCTH K MPEKIECBPEMEHHOMY MTPEPHIBAHUIO OEPEMEHHOCTH

He HaOmogaeTcs. Tak 4To B MIIaJICHYECKOM U PAaHHEM JIETCKOM BO3pacTe 3aM0/103PUTh
MaTOJIOTHIO MPAKTUYECKA HEBO3MOXKHO. boree Toro, KInHUYeCKUe MPU3HAKA
KJaccuueckoro cuapoma KnaitHdenbrepa nposiBiasitoTcsi, Kak MpaBuiio, TOIbKO

B MOAPOCTKOBOM Tiepuojie. OTHAKO €CTh CUMIITOMbI, KOTOPHIE MTO3BOJISIFOT 3al0/I03PUTh
Hannuue cu"apoma Knalindensrepa B mpenyoepTaTHOM MEPUO/E:

® BBICOKHI pOCT (MUK MPUOABKU POCTA MPUXOJIUTCS HA MEPUOA MEXKIY 5—8 romamu);
® JUIMHHBIC HOTU (HEMPONIOPIIMOHAIBLHOE TEJIOCIOKEHUE);
® BBICOKAas TaJIusl.

® V 4acTu nanueHTOB HAOJIOIA€TCsl HEKOTOPAas 3a/Iep>KKa B Pa3BUTUU PEUH.

B noapocTkoBOM BO3pacTe CUHAPOM YacTO MPOSBISIETCS THHEKOMACTUEUN, KOTOPast

IPY TAHHOW MATOJIOTMU UMEET BUJI ABYCTOPOHHETO CUMMETPUYHOTO 0€30071€3HEHHOTO
YBEJIMYEHUS TPYIHBIX Keje3. Tak Kak TaKoro poAa TMHEKOMACTUs YacTO HAOII0AaeTCs
y COBEPILEHHO 3/I0POBBIX OJPOCTKOB, 3TOT CUMIITOM YaCTO OCTAETCS 0€3 BHUMAHUS.

B HOpMe mozipocTKOBas TMHEKOMACTHSI OECCIIETHO UCUYE3aeT B TEUEHNE HECKOJIbKUX JIET,
y HanueHToB ke ¢ cuHapomoM KiaitHdenbrepa 00paTHON WHBOMIOLUUU TPYIHBIX JKeJe3
HE IPOUCXOAUT. B HEKOTOPBIX Cilydasix THHEKOMACTHUSI MOKET HE Pa3BUBATHCS BOBCE,

Y TOIJIA [aTOJIOTUsl MPOSABIAETCA IPU3HAKAMU aHIPOIN€HHOU HEAOCTATOYHOCTH YiKE

B [IOCTITyOE€pTaTHBII NEPHUO,.



CuMnToMBbI aHAPOreHHOM
HEeA0CTATOYHOCTH NP CHHAPOME
KiaanHgeabsTepa

AHJporeHHasi HeI0CTaTOYHOCTh Mpu cuHapoMe Knaltndenbrepa cBg3aHa ¢ MOCTENIEHHON aTpodueit suyek,
YTO MPUBOAUT K CHIIKEHHIO CUHTE3a TeCTOCTepOoHa. CTeneHb HEAOCTATOYHOCTH aHPOTE€HOB PE3KO
BapbUPYET.

B nepByto ouepens oOpamiatoT Ha ceOsi BHUMAaHKME BHEIIHUE MPU3HAKU TUIIOrOHAU3MA!
® CKyAHasl paCTUTEIBHOCTb HA JIMLIE UIN KE TIOJIHOE €€ OTCYTCTBUE;

® pOCT BOJIOC Ha JJOOKE I10 )KEHCKOMY THILY;

® BOJIOCHI Ha TPYAM U APYTHX YACTAX Te€a OTCYTCTBYIOT;

® MaJIeHbKUN 00beM sinyek (2—4 MJT) U UX MIOTHAs KOHCUCTEHIUS (TAaTOTHOMOHUYHBIN MPU3HAK).

[TockonbKy AereHepalus moJOBBIX XKelle3, KaKk MPaBuiio, Pa3BUBAETCS B IIOCTIIyOepTaTHBIN MEPUO/,
y OOJIBIIMHCTBA MALIUEHTOB Pa3MeEPbl MY>KCKHUX MOJIOBBIX OPTraHOB, 332 UCKIIOYEHUEM SIMYEK, COOTBETCTBYIOT
BO3PACTHBIM HOpMaM.

[lanmeHThl MOTYT aja0BaTbCs Ha OciabiaeHue JIMOUI0 U CHUKEHUE MOTEHIUU. Y MHOTUX MYXYUH

¢ cu"apomoM KnaliHdenprepa mojioBoe BI€YEHUE BOBCE HE BO3HUKAET, @ HEKOTOPbIE — HAIIPOTUB, 3aBOSAT
CEMbIO U KUBYT HOPMaJILHOM IMOJIOBOM >kM3HBI0. Hanbosee mocTosHHBIN MTPU3HAK [aTOJIOrMU — OeCIUIOAueE,
MMEHHO OHO Yallle BCEr0 CTAHOBUTCS MPUUYMHON 0OpaleHus TaKuX NalueHToB K Bpaudy. Y 10% MyxuuH

C a3oocreMueit oOHapykuBaroT cuHapom Knalndensrepa.

Hepnocrarok aHapOreHOB MPUBOAUT K PA3BUTHIO OCTEONOPO3a, AHEMHUH U CIA00CTH CKEJIETHON
MYCKYJIaTypbl. ¥ TPETH OOJBHBIX MOKHO HAOJII0/1aTh BAPUKO3HOE PACIIUPEHNUE BEH TOJICHEH.

AHJIpPOreHbI BIUAIOT Ha 0OMEH BEILECTB, IOATOMY OosbHBIE ¢ cUHAPpoMoM KitaliHdenbTepa CKIOHHBI
K O)KMPEHUI0, HAPYLIEHUIO TOJIEPAHTHOCTH K INIFOKO3€ M CaXapHOMY JIHa0eTy BTOPOTo THIA.



Bo MHOrMx cTpaHax cMHApOM KnamHdenbTepa 4acTo AMarHoCTUpyeTcs
elweé A0 poxKAeHMA pebEHKA, TaK Kak MHOIME XKEeHLMHbI NO34HEro
AEeTOpOAHOro Bo3pacTta, B CBA3M C BbICOKMM PUCKOM reHEeTUYECKUX
AedeKkToB y byayulero noToMCTBa, MCMoJIb3YT MpeHaTa/ibHyHo
reHETUYECKYI0 AMArHOCTHKY nsiofa. Hepeako npeHatanbHoe
BblAB/IEHME CMHAPOMa KnanHdenbTepa ABNAETCA NOBOAOM

ANA NpepbiBaHMA 6E€PEMEHHOCTH, B TOM YMC/IE U NO PEKOMEHAALUMUN
BpayeMn. B Poccum aHanms KapmoTtmna 6yayuiero pe6éHka npoBoanTCA
KpamHe peaKo.+

Mpy noao3peHnn Ha cuHapomM KnamHdenbtepa npoBoaAT
NabopaTopHbIN aHaIM3 KPOBU AJ1A onpeAeieHMa YPOBHA MYKCKUX
NOJI0BbIX FOPMOHOB. Heobxoauma anddepeHumanbHas gMarHoCcTmMKa
C PYrMMM 3a60/1€BAHUAMM, NPOTEKAIOLLMMMU C NMPOABIEHMAMM
aH/IpOreHHOU HeJoCTaTOYHOCTH. TOYHbIM AMArHO3 CMHAPOMA
KnanHdenbtepa CTaBAT Ha OCHOBAHWM M3YYEHUA KapuoTMna (Habopa
XPOMOCOM) 60/1bHOrO.

/IlnarHocTuka cuHaApoOMa
KiaanHgeabsTepa



HUccaenoBanus, He00X0AUMbIe IS
MOATBEPKICHUSI TUATHO3A

KapuoTtun 47 XXY (80 % cny4aeB)
48 XXYY
48 XXXY
49 XXXXY
46,XY/47 XXY

KoHueHTpauusa JIT, ®CI MoBbiweHa, ocobeHHo CI

KoHueHTpaumsi obLiero TectoctepoHa Yaue cHmkeHa (B HEKOTOPbIX CriyYasix HopmaribHasi 3a c4HeT
NOBBLILLEHUS CEKC-CTepona-cBasbiBatowlero rmobynmHa CCCIM nnm
Ha HayanbHOW CTaguu pas3BuTUS 3abonesaHns)



JledyeHnue

Hesau neuenust cunapoma Knaitndenbrepa:
*

BoccraHoBneHre HOpMaIbHOTO COIEPKAHUS TECTOCTEPOHA
* .

BoccranoBnenue cekcyaibHON (QyHKIIUN

* Ny
JIukBugAIIAS META0OINYECKUX HAPYILICHHUH

[Ipu KIMHUYECKH BBIPAXKEHHOW MATOJIOTMM HE00X0IMMa MOKU3HEHHAs! 3aMECTUTENIbHAS Tepanus
IIpernapaTaMy TECTOCTEPOHA. AIEKBATHAsI TEPAIHS TTO3BOJISAET HE TOJIBKO YIYyYIINTh BHEITHAM BUJ

1 o0111ee CaMOYyBCTBHE OOJIBFHOTO, HO M BEPHYThH CIIOCOOHOCTH K HOpMAIbHOM MOJ0BOH ku3HH. Kpome
TOTO, 3aMECTUTEIIbHAS TEPAIUS NPELYNPEKIAET Pa3BUTHE OCTEONOPO3a, KyNUPYET MBIIIEUHYIO CJIA00CTb.
B roHOM Bo3pacrte JieueHre HeoOXOAMMO HauMHATh Cpa3y XKe I10CJIe IOCTAaHOBKU AUArHO3a.

ITpu cunapome KnaitHgpensrepa sydlle HCIONb30BaTh Mpenaparbl TECTOCTEPOHA JUIUTEIBHOTO IEUCTBUS:

*
cMech 3(UPOB TECTOCTEPOHA B BUE MACISTHOTO PaCTBOPa, MHBEKIIMU KOTOPOTO HEOOXOIUMO JIeTIaTh
2-3 pa3za B MecHlL;

*
TECTOCTEPOHA YHJEKAHOAT B BUJIE MACJISTHOTO pacTBOpa — Mpenapar-Aeno ¢ 3aMeIJIEHHbBIM
BBICBOOOJK/IEHHEM JICHCTBYIOIIETO BEIIeCTBa — UHBEKIMU 1 pa3 B 3 mecsIia.

['opmoHOI€UeHrEe TPU HATMYUU X XPOMOCOMBI Y MY>KYUH JOKHO HOCUTh MTOCTOSIHHBIN Xapakrep. Jo3y
npenapara noJ0MparoT UHIUBUAYAIBHO MO/l KOHTPOJIEM YpOBHS TecTocTepoHa U JII' B CHIBOPOTKE KPOBH.

Vke pa3BuBIIascs rTHHEKOMAcTUs Mpu cuHapome KrnaitHdenbrepa He OBEPTraeTCsi HHBOJIIOIMH JIAXKe
B CIIy4ae aJIeKBaTHOTO JICYCHMUS, [IOATOMY YaCTO MPUXOAUTCS IPUOErarb K XUPYyPrudeckoil KOppeKIuu
(MacTIKTOMHUH).



J1s ipoMIaKTUKK TaKUX COMYTCTBYIOIIMX 3a00JIEBaHUM, KaK O)KHUPEHUE
U CaxapHbIil 1MabeT BTOPOTo TUIIA, OOJIbHBIM PEKOMEHAYIOT
OPUACPKUBATHCS TUETHI U CIIEIUTh 32 COOCTBEHHBIM BECOM.

MOHMTOPUHT MaIMEeHTOB ¢ cuHApoMoM KialiHdenbsrepa ciaeayer
OCYILIECTBIIATH HE pexke 1 paza B 6—12 MecsiieB. OH JI0JKEH BKIIHOYATh
CJHEAYIOIINE UCCIIEIOBAHUS:

% w
OOIIMI1 aHAJIN3 KPOBU JIJIs1 OLICHKHU YPOBHS FreMOIIOOWHA U TEMAaTOKPUTA;

TOPMOHAJIBHBIN aHAJIN3 KPOBU, BKIIOUAIOIIUNA OIIPEIEIICHUE

TectocTepoHa u JII' (mpoBoguTcs HA (POHE JIEKAPCTBEHHOM TEparuu
3a 1-2 nHS 10 oYepeaHON MHBEKIIMU TECTOCTEPOHA);

%
JICHCUTOMETPHUIO (BCEM MaIlMeHTaM, y KOTOPBIX Ha MOMEHT MOCTAHOBKHU
JMar’o3a ObUT 0OHAPYKEHBI OCTEOIICHUS WU OCTEOIOPO3).

BHenpenne nHTpanuToniIasMarnyeCKoOr HHbEKIIUU CIIEPMATO30HU 1A

B sitnekneTky (MKCH) u nanHbpie 0 BOBMOKHOCTH MPUCYTCTBUS
3apOABIIIEBBIX KIETOK B IMYKAX Y MAMEHTOB C CUHIPOMOM
KinaitHenbrepa npegonpenenuiu NpUMEHEHNE METOJA UCKYCCTBEHHOTO
OIJIOAOTBOPEHHUS JIUISI JAHHOW KaTETOPUU MAIIMEHTOB, HEKOTOPHIE TTOMBITKU
ObLIN YIAYHBIMH.



