NPUKNAL MOBHOI
IHBEPCII CTATI
NIOOA

(3 npakTuku nikapsa XK)

Oner lNoniwyk



->KiHka 33 pokKiB 3BepHynachb Ans NnocTaHOBKN Ha
00nIK y /K B TEPMIiHI S TUXKHIB BariTHOCTI.

-3 aHaMHe3y: 2 MonoriB WAXOM LicapCbKoro
PO3TUHY.

-LLUno6 gpyrun.

-['ig yac BaritTHOCTI BUKOHAHO nnaHosi Y3[1 B 12
TUXHIB, ¥ 21 TXKOeHb Ta Yy 32 TUXHI 3a
NOKa3aHHAMM.

-Y TepMiHi 21 TXKOeHb Bidyani3oBaHi O3HaKu
4YOJ1I0BIYMX CTATEBUX OpPraHis.

-’KiHKa nnaHye nicng uicapcbkoro po3TuHY
BUKOHATM OBOBIYHY TYyDOEKTOMIlO.



Tunose ynbTpasBykoBe 306paXkeHHs1 30BHILLHIX
4YOJOBIYMX CTaTEBUX OPraHiB y Npominb




-16.08.2012 Bigabynucsa nosiorn LWaxom
LlicapCbKOro po3TuHy, BUKOHaHa ABOOIYHA
TyDOeKkToMIq.

-Ha 5 goby nicnsa gocnigaXeHHA KpoBi AUTUHN
dinbTpyBanbHMM TeCT-051aHKOM BUSIBIEHO
no3nTmBHUKU pesynbTaT woao AlC.

-Ha 10 poby piBeHb OI'EA 538,28, a 17a-
rigpokcunporectepoHny(17-OHI1)-40 Hr/mn

-BcTaHoBneHo giarHo3 agpeHoreHiTansHUA
CUHOPOM, BipifibHa dpopma.



KniHiko-reHeTU4YHMU NnoniMmopdi3m
aApeHOoreHITarbHOro CUHOPOMY -
MeOUKO-TeHeTU4YHe

KOHCYJNbTYBaHHS

Omntpo MuknteHko, Banepin 3ykiH

43-1e 3acigaHHa Kl 09.11.2012
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BuaHauvyeHHS

* AOpeHoreHitTanbHUM CUHAPOM — NAaTONOriYHUN CTaH, 0OYMOBIEHUN
BPOKEHOI0 Bipnni3ytoyor ANCdyHKLIED KOpU HAaQHUPHUKIB, LLO
CyNpOBOOXYETbLCSA, AK MpaBunno, HegocTa4vyero B OpraHiami
[MIOKOKOPTUKOIAIB Ta HAAMULLKOM aHOPOreHIB.

« KniHi4HI BapiaHTH:
— Knacwn4Hi BapiaHTu:
[MpocrTa Bipunisytoya opma
CinbBTpavatoya chopma
lnepToHivyHa oopma
— HeknacuyHi BapiaHTu
[Mi3Ha dpopma (HEKNACUYHWNIA BipUNi3yOYMiA BapiaHT)
JlateHTHa popma
« bioxiMiyHi BapiaHTu:
—  Hediyunt 21-rigpokcmnasm (CYP21A2)
— ...P450-okcnopenykrasu (POR)
— ...3-6eTta-rigpokcuctepoigaerigporeHasn (HSD3B2)
— ...11-6eTta-rigpokcunasn (CYP11B1)
— ...17-anbda-riopokcunasm (CYP17A1)
— ... 20-22 pecmonasu (CYP11A1)

e Yacrtotra—-1:6000-1:10000-1:15000
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KniHIYHe 3Ha4YeHHa MmyTauiv

MOLECULAR
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3aB,EI,aHHFI MEeONKO-TeEHETUYHOIO KOHCYJ1bTYBaAHHA

- BcTaHOBUTU, UM HOCUTb NATO/IOTIA CNAAKOBUN XapaKTep?

- BU3HAYUTU NOBTOPHUM PU3NK HAPOAKEHHA XBOPOI ANTUHU
- BU3HAYUTUN MOXKIMBI WWNAXMU YHUKHEHHA NaToNoril
(goimnnaHTauiMHa, NpeHaTabHa AiarHOCTUKA)

LLI,O YCKInagHwe Mmeanko-reHeTn4iHe KOHCYJI1bTyBaHHA
?

*  KniHivHMI1 nonimopdoiam

* ['eHeTn4yHMK noniMmopdoiam, rnosireHHi acouiauil

* HeknacuyHi doopmm

* EdeKT posTawyBaHHS reHa

*  MynbTdakTopHU xapakTep

* CnoHTtaHHi myTauil — 5-10% Bunagkis

Molecular Genetics and Metabolism 93 (2008
doi:10.1016/j.ymgme.2007.10.008
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Moxxnusi BUXoam meanko-reHeTUYHOro
KOHCYNbTYBaHHSA
* MeOunyHi
— [NocTiMnnaHTauinHa reHeTUYHa aiarHocTuka
— [JJoimnnaHTauinHa reHeTn4yHa giarHoctTuka
— [1oHauia rameTt
o CouianbHi
— YTpUMaHHS BI4 noganbLioro AiToHapoa4KeHHS
— PosipBaHHs wntobdy
— YCUHOBNEHHS
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[IpominakTunka

 Meouko-reHeTU4YHe KOHCYNbTYBaHHSA Ha eTani
nnaHyBaHHA BaAriTHOCTI

+ [locTHaTanbHa aiarHocTuKa

[Tporpama “I eHeTn4HEe 300pOB’A” AN ManbyTHIX
baTbkKiB

* [lpeHaTanbHa aiarHocTuka
e [loiMnnaHTauiHa AgiarHoCcTuKa

MOLECULAR -
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[Toka3aHHA ons MeauKko-reHeTUYHOro KOHCYbTyBaHHA BariTHOI

* 3MIiHM B pe3ynbTaTax NMPoOCiBHMX AOCNIAKeHb, NiABULLEHHA
PO3PaxXOBaAHMX OCOOUCTUX PU3UKIB

* HaABHiICTb XBOPOro YneHa cim'’i
* HaaBHIiCcTb NnaTtonorii, 3HanaeHoi waaxom Y3/1

[TokazaHHA go npeHaTtanbHol AHK-aiarHoCTuku
nnopa

* HasaBHICTb XBOPOro 4srieHa CiM’l

« 306inbLWEHHA KOMipLEeBOro npoctopy —»> kapiotun - OHK

* [lopyLueHHs 3aKknagky ctTaTeBMX OpraHiB, HUPOK =2
kapiotnn =2 OHK
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Diagnostics Lab ™,



[lpeHaTanbHa AglarHocTuKa

« OnnigHa (aMHIOTHU4YHA) pignHa:
— 17-keToCTepoian
— T[lperpaHTpion
— 17-rigpoKcunporecTepoH
« 3paskm TOpoyKkoBOI 060SIOHKM (Chorion), onnigHoT pianHu

— [leHeTn4yHa giarHocTuka (KapioTunyBaHHS, reHHi MyTauii)

HeiHBa3nBHa npeHaTtanbHa AiarHocTuka

Mpama AiarHoCTMKa MmyTalin € yTpyaHeHoto. Hapasi MOXAMBUIN TECT 3 BU3SHAYEHHA
reHeTMYHOI cTaTi N/104a 3a KPOoB’to BariTHOI (OCKiZIbKM ONTUMAZIbHUN MOYATOK
NPEeHATaNIbHOro NliKyBaHHA — A0 9 TUXKHIO BariTHOCTI)
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IHTepcekcyanbHi ctaHu (bicekcyanbHi reHitanii)

HapomxeHHs aiten 3 GicekcyanbHUMu reHitTanismm abo 3 iHTepcekcyanbHUM CTaHOM (KONW Npu Ornagdi reHitanin ctatb AUTUHK
He3po3ymina) sAense coboro TsXKY Npobrnemy He Tinbkv AN MeanyHoro nepcoHarny, ane n Ans 6artebkis AnTUHK. MNoBHe
AiarHoCTUYHE 0BCTEXEHHS MOBMHHO OYTW 3p0BNEHM sikoMora paHilue Micns HapoakeHHA AUTUHM 3 BicekcyarnbHUMU
reHiranisamu.

HopmanbHa cTtaTeBa geTtepMiHauif i AndcepeHuiauis

[lo 6-7 TKHIB BariTHOCTI 3apoKu 3a CTaTEBUMUN O3HAKaMUM HE PO3PI3HAKTLCA

[Npun HasBHOCTI Y-XpoMocoMU HeandepeHLinoBaHa roHaga po3BrBaETbCSA B AEYKO, @ NP i BiACYTHOCTI - B I€YHUK. [eHeTUYHa
iHpopmaLis Ansa uboro 36epiraeTbCs B KOPOTKOMY MNiiedi Y-XxpomMocomu (finsHka, Wwo BusHadae ctate abo SRY). lNpu
BigcyTHOCTI SRY roHaga po3BMBAETLCA B AEHHUK.

NpuMiTBHa roHaaa po3BMBAETLCA 3 NpiMOpAiaribHX 3apOAKOBKX KIITUH Y AiNAHUI 3aAHbOT eHA04ePMU KOBTKOBOIO MiLLKa.
MNpy HAsABHOCTi Y-XpOMOCOMM B LIEHTPi rOHa4N pO3BMBaOTLCSA NPUMITUBHI NiBMicALEBi kaHanbui. [NofoBuWiA NiTyiTapHMiA
noTeiHi3ytounn ropmoH (J11) i nnaueHTapHUn XopioHiYHWI roHagoTponiH (XIJ1) cnoHykatloTe pO3BUTOK KNIiTUH Jlenaura ta
BUPOBEHHS] TECTOCTEPOHY.

3a BiACyTHOCTI Y-XpOMOCOMM 3apOAKOBi KNITMHM NigAatnTbCA MITOTUMHOMY | MENOTUYHOMY LiNEHHI0 AN YTBOPEHHST OOLNTIB.
lMicns Toro, Ik BOHM NOKPUBAKTBLCA rPaHySIbO3HUMM KITITUHAMWU, IX Ha3nBarTb NpumopaianbHuMmn donikynamu. lo 20-25
TWXXHSA BariTHOCTI 1X KiNbKICTb gocsrae 6nm3bko 7 MnH. Iig gieto nnogoBoro niTyiTapHOro goosikynoCTUMYNioYOoro
ropMoHy(®CI") 3'aBns0TbCA NEPBUHHI POIIKYNN.

Oudepeuniauifa reHiTanbHUX NPOTOKIB

[na oudepeHuiadil reHiTanbHNUX NPOTOKIB MO YONOBIYOMY TUMNY BaXKMMBI 2 PEHOBUHU: TECTOCTEPOH | aHTUMIONNEPOBCHLKNN
ropMoH(AMH). TecTocTepoH iHOYKYE NepeBTINEHHSA NpumopaianbHoro npotoka Bonbdga (Wolf) B npuaaTok sieuka,
CiM'ABMBIOHUM NPOTOK i CIM'AHHI Nyxupui. [na 4OCArHEHHS LibOro HeobXigHI BUCOKI NMOKanbHi KOHLEHTpaLil TeCcTocTepoHy. B
saeuky knitnHm CepTtoni npoaykytoTe AMH, sikuii nogaenioe nacMBHUA po3BUTOK MonnepoBmx NPOTOKIB(Y BEPXHIO TPETUHY
nixeu, MaTku i panoniesi Tpybn). TECTOCTEPOH MOXE NOCUINIOBATU Ail0 aHTUMHIONEPIBCbKOro rOPMOHY. Y OiBY4aTOK NPOTOKM
Bonbga 3HMKaloTh | MIONEPIBCLKI NPOTOKM PO3BMBAKOTLCS B BEPXHIO TPETUHY NiXBWU, MaTKy i banonieBoi Tpyoun. Ha uen npouec
BNMBAKOTb aHAPOreHn, Tak caMo SiK i BiCYTHICTb ab0 HasABHICTb SSEYHUKIB.

OucpepeHuiadin 30BHiLIHIX cTaTeBMX opraHiB (reHiTanin)

B nepuwi 7 TWXKHIB BariTHOCTI 30BHILLHI FreHiTanii XNon4yumkiB i A4iBYaTOK NOAIGHI. Y XNOMYUKIB ,MOYMHAOYM Bifg 7 TUXKHS aKTMBHA
AndepeHuiauia B HanpsiMKy Yonosivoro peHoTuny ynpasnseTbCA TECTOCTEPOHOM i MOro KOHBEPCIED B AeriApOoTeCTOCTEPOH
epmeHTOM 5-a peaykTasor (NPUCYTHA B KNITUHAX 30BHILUHIX reHiTanin i yporeHitaneHoro cuHyca). CtateBui ropbuk ctae
FONOBKOK NPYTHA. 3nMTTA ypeTpanbHUX CKNaaok opmMye cToBOyp npyTHS. JlabiockpoTanbHi Cknagky 3annBatoTbCs | CTaloTb
Kanutkoto. Y AiB4aToK cTateBum ropbuk CTae KniTopom, nabiocKkpoTanbHi CKNaakm — BENIMKMMU COPOMHUMM ryGamu, ypeTparbHi
CKNagKku cTaloTb Manumun rydbamn. YporeHitansHum cuHyc coopmye 2/3 nixeu. MNovmHaroum Big 6 TUXKHA BariTHOCTI TECTCTEPOH-
3anexHun po3BUTOK 3aNeXuTb Bif, NIOTEIHI3yHOro ropMoHy, a 3 14 TXHSA BariTHOCTI piBeHb TECTOCTEPOHY 3anexuTb Bi
nnaueHTapHOro XOpPioHiYHOro roHagoTponiHy. MNNogoBUM TECTOCTEPOH CNPUSIE POCTY NPYTHS, KanuTku Ta bepe yvyacTtb B
OnycKaHHi sie4ok. MikponeHic i KpMNTOPXi3M BUHUKAKOTbL BHACNgoOK Gpaky roHagoTponiHa.



