[ eHeTuKka becnnoagus

Nropb iIBaHoBWY [ y30B
KnunHuku n nadbopatopuun LINP
MockBa



[ lepBUYHbIU
r’MNOroHaaun3m

o [lepBUYHbLIN rMNOroHagn3m - HegoOCTaTOYHOCTb
ANYHUKOB, COMPOBOXAaloLLadACHA BbICOKUM
ypoBHeM OCI

o [lpexxneBHeMeHHaa ANYHUKOBAA
HeJOCTaTOYHOCTb - NEPBUYHBLIN TMNOrOHaAN3M
Y XeHLWKuHbl mnaawe 40 ner



[ lepBnyHaa aM4YHMKOBa4
HeaJOCTAaTO4YHOCTb

o OTCcyTCTBME ANLEKNETOK

a OTcyTcTBME (PONNUKYIIoreHesa un BblpaboTKK
acTpaguona

o becnnoaue



[ lpUYNHBbI ANYHUKOBOWU
HeaJOoCTaTO4YHOCTU

@ XPOMOCOMHbIE AedeKTbI (CUHOPOM
LLlepelueBckoro-TepHepa)

o [ eHHble gedekTbl (CMHOPOM JTIOMKOWU X-
XPOMOCOMBbI)

o Pagnauma n nekapcrtBeHHble npenaparThl

o AYyTOMMMYHHOE Mopa)eHune



[ lepBnyHaa aM4YHMKOBa4
HeaJOCTAaTO4YHOCTb

@ B 75-90% cny4yaeB npuinHa oCTaeTcH
HEen3BeCTHOWU



[ lepBnyHaga oBapuanbHasg
HeaJOCTAaTOYHOCTb

@ YCKOPEHHbIU pacxod oonnmnKyoB

o [lapeHune npoaykuun actpagmora 6e3
CHMXXEHUA Yuncna oJININKynoB



[ lonHOEe ncrtoLweHune
dooNnNmMKynos

@ Y OONbLUMHCTBA 300POBLIX XXEHLLMH - B 51 rof



YCcKopeHHasa aTtpes3und
dooNnNmMKynos

o CuHgpom LLepelueBckoro-TepHepa (45X0)
o Camasa 4yacTtas XpoMOCOMHasA aHOMasnus
a 1,5% 3apoabilien
@ 10% abopTycoB

@ 1 Ha 2500 HOBOPOXOEHHbIX



CuHpgpom LLlepelueBckoro-
TepHepa

@ B 12 Hepgenb bepeMeHHOCTN - HOPManbHOE
KONMMYECTBO OOLIUTOB

@ YCKOpeHHas aTpe3nda PonnnuKynoB - UTOT -
auncreHesuns roHan



[pyrne reHeTU4eCckne NPUYNHLI
OVUCreHesnm roHag

& geneumm X-XpomMoCOMb
& WHBEPCUU
e Aynnukauum

@ cbanaHcmpoBaHHasa TpaHCcrokauusa X-
XpOMOCOMa-ayTocomMa

@ NpobnemMHbIn y4yacTok: Xq13-Xqg26 (3a
NCcKn4veHnem Xq22)



CnHOPOM NOMKOWU X-
XPOMOCOMBI

HocutenbCcTBO NpemyTtaymm cMHApPoOMa NTIOMKOU X-XPOMOCOMb
[[eH FMR1
[ToBTOpbl CGG B 5'-HeTpaHcnupyemoun obnacTtu

>200 noBTOPOB - MyTauus (rnaBHaga npuinHa yMCTBEHHOM
OTCTanocTu B Mupe)

<40 - Hopma
40-55 - «cepad 30Ha»

55-200 - npemyTauuu



[ lpemyTaumns

o MoxeT nepenT B NONHYKO MyTaLUIO B
cnegyrouliemM NoKoNieHnu



Cepas 30Ha

o MoxeT nepenT B NONHYKO MyTaLUIO B
TeyeHue 2 NoKosmneHnn



[lpemyTaumm FMR1

@ MeHonay3a go 40 net - B 12-28% cny4aeB



HocuTenbHUUbI
npemMyTauun

o [laxke B OTCyTCTBME PAHHEN MeHOoMNay3bl
MMEIOTCA NPU3HaKM NpexaeBpeMeHHOoro
MCTOLLLIEHNA ANYHUNKOB

@ [loBbllleHHble undppbl PCI

@ CHWMXeHHbIN ypoBEHb MHIMOMHA B B paHHIo0
donnukynapHyto dpasy

@ CHWXeHHbIN YPpOBEHb UHIMOMHaA A B
NTENHOBYIO a3y



HacTtoTa npemyTaunn

@ 2-5% XeHLWH c NnepBUYHON ANYHUKOBOW
HeJOCTaTOYHOCTbLIO

@ 12-14% >XeHLWWH, ecnn XoTs Obl Yy oagHOW

POACTBEHHULbI MeHoNnay3a Hactynuna go 40
neTt

@ Y 300POBbLIX XeHLWWH: 1 cny4yam ns 259



AMepPUKaHcKasa Konneruns
aKyLlepoB 1 TMHEKOJ10IoB

e ObcregoBaTb HA HOCUTESBLCTBO NMPEMYTaLUN
BCEX XEHLUWH Cc noBbileHnem ypoBHa OCI oo
40 net

o O0OcnegoBaTb BCEX XEHLUWH C
npexaespemMeHHbIM UCTOLLEeHUEM SANYHUKOB



BeiaBneHne npemyTtauun

e OOHa 13 npuynH dbecnnoaunsd
o MoxeT poanTb YMCTBEHHO OTCTanoro pebeHka

@ Y cecTep MoryT ObITb NpPoBiIeMbl C 3a4aTUEM UMK
NOBbILLEHNE PUCKA POXOEHUA YMCTBEHHO
oTCTarnoro pebeHka

@ CecTpa He gosmKkHa ObITb JOHOPOM AULIEKIIETKN



[ anakTo3eMus

o laxe npu npaBunbHOM agekBaTHOM U paHHEM
MeTaboIM4YeCKOM KOHTPOSE PeENPOaAYKTUBHAS
dOYHKLUUSA KaK MpaBuio cTpagaeT

o [ eTepo3unroTbl 340pPOBLI



BMP-15 (bone
morphogenic protein 15)

o Perynartop oBynauuu n onnukyrnoreHesa
o CemMencTBo TpaHcOpMUpPYHOLLIEro dbakTopa pocTa

o MyTtauna BMP-15 - HapyLueHne nponugepaunmn
KNeToK rpaHynessbl

& 3 BMOa retepo3nroTHbIX MyTaLunn

e 4,2% Bcex criy4aeB NpexaeBpeMEHHOr0
NCTOLLEHNS ANYHMNKOB



MyTauum reHa
peuentopa PCI

[1lepBUYHbIN rMnoroHagn3m 6e3 UCToLLEeHUS
ANYHUKOB

3amMeHa ogHOM aMUHOKUCIIOThI B CBA3bIBalOLLEN
4yacTu peLenTtopa

OOWH 13 NPUMEPOB HapyLLEHNSA NpoBeaeHNS
CUrHana ot rmnodusa K OoSIInKyny

Pes3ynbTaTt - HAapyLleHUe CMHTe3a acTpaauona



HereHeTn4yeckme npuYmnHbI
MCTOLLLEHUA ANYHUKOB

& AyToMMMYHHOE nopaxeHue - 4% cny4aen



CnHAPOM NONMUKUCTO3HbIX
ANYHUKOB

o OnurooBynauns
o [ MnepaHaporeHusd

& [1onNUKMCTO3HbIE ANYHUKU



Cl1KH
KaHOounaoaTHble FreHbl

ACVR2A Peuentop aktnsmHa A tuna lIA

AR PeuenTtop aHOporeHoB

DENND1A lpotenH 1A, cooepxawwmn gomeH DENN/MADD
FBN3 ®unbpunnuu 3

FEM1B ['eH romonor b Fem-1

FTO AccouunpoBaHHbI C XXUPOBOW Maccoun n oxnpeHmem (MMT)

HSD17B6 17-6eTa-rmgpokcucrepons germgporeHasa tmna 6
(MeTabonuyeckme ocobeHHOCTN)

INSR HCYynnHOBBIW peuenTtop

IRS1 CybeTpat 1 MHCYNMHOBOrO peuenTtopa



Cl1KH
KaHOounaoaTHble FreHbl

LHCGR PeuenTtop JII'/XT'Y
MC4R Peuentop menaHokopTtuHa 4 (MT)
POMC lNpoonmomenaHOKOPTUH

PPARG Peuentop ramma aktnBaumm nepoKCUCOMHOro
nponudepartopa

SHBG [mobynuH, cea3biBaOLWLMXA NOSIOBbIE CTEPOUNAbI

SGTA Manbin npoTenH anbda, cogepXxaLumn boraTble
rmyTaMmMHOM TeTpaTpuKonenTuaHbie NOBTOPbI

THADA AccounnpoBaHHbI C aaeHOMOW LLNTOBUOHOMN XKene3sbl



KaHOounaoaTHbIe FeHb
npu CIKA

o [ eHbl, perynmpyoLiue
@ CEKpeuuto U akTUBHOCTb rOHagOTPOMNMHOB
@ CEKPEeLUUo N akTUBHOCTb MHCYINHA
@ perynauuio macchel Tena n metabonmama

& ODMOCUHTE3 N aKTUBHOCTb aHOPOreHoB



[lonHaa He4YyBCTBUTENIbHOCTb K
aHaporeHaw

o PaHblle Ha3biBanu TECTUKYNIAPHOU peMUHU3aLnen

o BbikntouyeHne dyHKUMM pelenTtopa aHaporeHoB B
pesynbTate MmyTaumn

o JKeHckun doeHoTun, kapmotun 46XY, BbICOKMU POCT, boree
BbICOKMW BEC

o [lepBnyHaga ameHopes

e OTcyTCTBME pPOCTa BOSIOC B NaxoBOM U NOAMBbILLIEYHON
obnacTtu

o Yactorta 1:20 000



HacTnyHaa He4YyBCTBUTENBHOCTD K
aHaporeHam

o [ eHOTUN 46XY

@ PeHOoTNN OT XXEHCKOIro C YMEPEHHOWU CTENEHBLIO
BUPUNM3aLnn 0O MYXKCKOro ¢ He4oCTaTO4YHOW
BUpUNmn3aunen

o ®epTuUnbHOCTb MHOrAa bbiBaeT coxpaHeHa



[ eHeTuKa He4YyBCTBUTENBHOCTU K
aHaporeHam

@ CuenneHHoe ¢ X-XpOMOCOMOU PeLIECCUBHOE
3aboneBaHue

o [leneuun
o AHOManNuMu cnnancuHra

o KoOoHbI npexaeBpeMeHHOU OCTaHOBKM
CYUTbIBAHUS

o MyTtauunm beccmMbiCriEHHON 3aMEHb!



[ eHbl HLA
(aNnNOUMMYHHBIN doaKTop
becnnogus)

Co CHMXeHnem PepTUbHOCTM CBA3aHa NOXOXECTb
cynpyroB no reHam HLA Il knacca (DR, DQ)

YanuHeHne BpeMeHn OT OTMEHbI NpeaoXpaHeHns ao
HacTynneHns nepeon bepeMeHHOCTH

[loBbILLIEHNE YaCTOTbl HEBbIHALLMBAHUA 6epeMeHHOCTI/I

 YAnnHeHue NHTEPBAJIOB MEXAY 6epeMeHHOCTFIMVI



[ loxoXkecTb cynpyros no
HLA

o He MoXXeT cyntatbCcd camoaocTaToOuHOU
npuynHon becnnoauns (TONbKO B COMETAHUU C
OPYrMmMmm npuvynHamm)

o MexaHn3mbl HegoCTaTOYHO pacLUUdPOBaHLI
(3awmTa nonynaumm ot roMo3nroT?) -
NoBblLLEeHME 3aLMLLEHHOCTU Nonynaunm B
LeriomMm ot annaemMmumn (tTeopusa «KpacHon»
(HUepHon) Koponesbl («Anuca B
3a3epKanbe»))






