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YT0 Takoe agpeHOreHMNTaIbHbIN
CUHAPOM?

AZLpeHOreHNTaNAbHbIN CMHAPOM — rpynna 3aboaneBaHMN C ayTOCOMHO-peL,eCCUBHbIM
TMMNOM HaC/1e40BaHMS, BbIPAXAOLWASACA AePULNTOM GEPMEHTOB, PErYANPYHOLLNX
obpa3oBaHMe rOPMOHOB HAAMOYEYHMKOB, Yalle 21-rMAPOKCUAA3bI, MPUBOASLLEE K
HapyLLEeHWIO CMHTe3a KOpTK30/a (NpocTas ¢opMa) Uam KOPTU301a U a/ibJ0CTEPOHA

(conbTepstowan popma).

YacToTa BapbMpyeT, 1 HAa 5000-10 000 HOBOPOXAEHHbIX.




[1pnynHa

MyTaumnsa reHa CYP21A2.

JTOT reH peLeccuBHbIN, OTBEYAET 3a CMHTE3 pepMeHTa 21-rmapokcuaassl. Ee
He0CTaTOK UM OTCYTCTBME NPUBOAAT K KOMMEHCATOPHOMY YCUIEHHOMY CUHTE3Y
ropmoHa runodusa AKTT, yto BeAeT K rMnepTpodmnm HaANOYEYHMKOB U K YCUIEHUIO
BblpaboTku aHgporeHoB. OHM NoAaBAAOT GYHKLMIO AUYHMKOB M 0bpa3oBaHme
XXEHCKUX NOJI0OBbIX FOPMOHOB — 3CTPOreHoB.

[Moyemy NPONCXOAUT MyTaLMsA 3TOrO reHa, HeM3BeCTHO. HocnTensiMm n3aMeHeHHOro
reHa C paBHOW YacTOTOW MOTYT ObITb M MANIbYMNKK, U LEBOUKM.




Knaccnopumkaymsa

Pasnnuatot cnegyowme popmel AIC:

—BpPOXAEHHas GOpMa;

—nybepTaTHaa popma;

—nocTnybepTaTHasa ¢opma.




BpoxaeHHasa ¢popma

B 3aBMCMMOCTM OT XapakTepa pepMeHTAaTUBHOIO AedeKTa BbIAENAOT CAeyoLime
dbopmbl:

e BUPUJIbHYO (MPOCTYHO, KOMNEHCUPOBAHHYHO)
* CO/IbTEPSAIOLL YO

e TMNEPTOHNYECKYHO




BupunbHas popma

BupuibHasa popma — Hanbosiee yacTas popmMa CMHAPOMA; OHa 0byca0BAEHA YaCTUYHOM
HEeAOCTAaTOYHOCTbIO 21-FMAPOKCMAA3bI, HAPYLUAETCSA TOIbKO CUMHTE3 MIFOKOKOPTUKOMAOB,
3TO NPUBOAMT K JJATEHTHOM HAAMOYEYHNKOBOM HEL0CTAaTOYHOCTMW.

anepnpop,yKu,Mﬂ dHA4POreHoB, NpUBoOAUT K aHAPOreHn3aunn BTOPMUYHbIX NMNOJ10BbIX
MPWN3HAKOB MJ1o4a. NmeeT mecTo rmnepnurMeHTaymna Hapy>XHbIX MNO/1I0BbIX OPraHOB,
KOXXHbIX CK/1a4 0K, aP€O0/l1. XapPpaKTePHO noaB/1eHNE NPU3HAKOB NMpeXxXaeBpeMeHHOro
MOJI0OBOIro Co3peBaHUA, COMPOBOXAakoWerocs ME]CKYJ'IVIHVI33LI,VI€VI, PaHHUM MOJZ1I0BbIM
OoBOJZ1I0CEHNEM, HU3KNM IOJZTOCOM, YCKOpPEHNEM POCTa, HO AE€TU OCTAKOTCA HU3KOPOC/1IbIMU.

AAvarHo3 ocHOBbLIBAETCSA Ha A aHHbIX PeHTreHorpadun KNcTem pyk (yCKopeHme KOCTHOrO
BO3pacTa), BbIIBJIEHMM MOBbILLIEHHOWN 3KCKPELMN C MOYOU 17-Ke-TocTepongoB (17-KQ),
CHUXXEHWA SKCKPEeLMK 17-OKCUKOPTUKOCTEPOUA OB, BbICOKOIO YpoBHSA B KpoBu AKTT, 17-
rMAPOKCUNPOrecTepoHa.

JleyeHune MPNEMOM INTIOKOKOPTUKOMNA 0B NOXN3HEHHO.




ConbTepstouw,an GopmMa
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ANBAPOCTIPOMA
ConbTepstowan popma - 6onee pegkas, 06yCN0BNEHA NOSHBIM DIOKOM 21- s
rMAPOKCUNA3bI.

HapywaeTtcsa CMHTEe3 rmapoKoOpPTM30HA M a/lbAOCTEPOHA, YTO BEAET, MOMUMO
aHApOreHmsaLmm, K yCUAeHHOMY BbIBOAY M3 OPraHM3Ma HaTPUS U XJI0PUL0B U K
rmnepkaaneMmu.

Hanbonee paHHMMM cMMNTOMaMm, ABASIOTCA OTMEYAOLLMECS C POXKAEHUSA PBOTA
bOHTAaHOM, Kak MPaBW/IO, He CBAA3aHHAsA C MPUEMOM MULLMU, XUAKUN CTY.
Pa3BunBaeTcsa akcmKkos, cygoporu. [lporpeccupyrolee HapyleHne Bo4HO-CONEeBOro
6asiaHCca 3aKaHUYMBaAETCA KOIJIANCOM U PaCCTPOMCTBOM CEPAEYHOIO PUTMa, @ 3aTeM
HACTyNaeT eTa/IbHbIW UCXOA,

JleyeHune. '/lCI'IOfIb3YI-OT FMIOKOKOPTUKONAbI B COHETAHNN C MUHEPAJ/TOKOPTUKOU4aMN.




[MnepToHMYyeckas Popma

[MnepToHMyeckana popma — Hambonee pegkas, obycnosneHa AePULUTOM 11-
rMAPOKCUNA3bl. CHMXKAETCA CUHTE3 KOPTU30/1a U YBEMYMBAETCS NPOAYKLMNSA
aHZAporeHoB. Tak e cHMxaeTcs obpa3oBaHMe aib0CTEPOHA, HO HAKaMN/MBAETCS 11-
A,€30KCUKOPTUKOCTEPOH (Y 340pOBbIX PacCLLENAAOWMNCS 11-Fngpokcnaason). OH
obnasaeT MMHEPANOKOPTUKOUAHBIMU CBOMCTBAMM M CNOCODCTBYET 3a4epXKKe
HaTpWUA B OpraHn3me, YTo 06yCNI0BAIMBAET AJIUTENbHYIO apTEPUA/IbHYIO
rMNepPTEH3MIO, OC/IOXHSIOLLYOCS KPOBOU3NAHUAMM B MO3I C Pa3BUTUEM
remunapesa, AeKomneHcaunen cepaeyHon AeaTeslbHOCTU, U3SMEHEHMEM [1a3HOIO
AHa, cocyaoB novek. [posiBaseTca nocse 3 neT.

JleyeHwue rnroKOKOPTUKOUAAMMU.




[TlybepTaTHaa dpopma

[pu 3Ton popme AI'C n3bbITouHOE 0Bpa3oBaHMeE aHAPOreHOB
HAaYMHAETCS C HACTYMJ/IEHUSA NOI0BOIO CO3PEBAHMSA, YTO COBMAAET C
nepnoaomM GU3noA0rM4YeCckom akTUBAL MM HaZMOUYEYHNKOB. DTO
obecneymBaeT Tak Ha3blBAEMbIM «CKAYOK POCTa» M NOABAEHME
Noa0BOro oBosioceHUs. [Ans geBoyvek C AaHHOM NATO/IOrnen

XapaKTepHbl:

— TeNOC/I0XeHNe CMOPTUBHOIO TUNQ;
— rMNepTpUX03;
—HeperyasapHbIV XapakTep MEHCTPyaLmuu

— dKHe.




[locTnybepTaTtHas popma

[posiBAAIOTCA B KOHLLE BTOPOrO AeCATUNAETUS XM3HU, 4aCTO Noc/e
caMonpomn3Bo/ibHOro abopTa nan HepassuBatoLencss bepemeHHOCTU. XapaKTepHbl

caeaytolne NposiBAEHUN:
— HeperyasipHble MeHCTPYaLnK;

— becnnoaue;

— rMPCYTU3M BblpaXXeH HE3HAYUTE/IbHO;

— TEC/I0C/I0XEHME MO XXEHCKOMY TUMY, MOJIOYHbIE Xene3bl Ppa3BUTbl COOTBETCTBEHHO
BO3pacTy.




/lnarHocTmka

ANns AMarHOCTUKM HEOBXOA4MMO BbINMOJHUTb FEHETUYECKUM aHANM3. [eHeTHUYeckoe
nccnesoBaHMe reHa 21 rmApoKCMAasbl M MOUCK OCHOBHbIX MyTaL MKW B HEM YacTo
NMPUMEHSETCA B KaYeCTBe MeTOZa NOATBEPXKAAOWEN ANATHOCTUKM, KOTAQ €CTb
KAVHWYeCKMe NposBaeHna 3abosieBaHuS.

[poBoAAT NoMcK Hanbosiee YacTbix MyTauum B reHe CYP21A2 (CTOMMOCTb OK.
7000p., CPOK UCCAEA0BAHMUS 21 AeHb) MO0 NpeHaTabHYHO AHK-AMArHOCTUKY
(CTOMMOCTb OK. 9O00P., CPOK NCCNEA0BAHUA 14 AHEN). % O
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