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MPEHATAJIbHA OIATHOCTUKA —
Le obnactb MeaOuuunHu, gka
3aMMaeTbCAa O0MNOSI0roBUM

BUABMEHHAM PI3HMX MATONMONYHUNX
CTaHIB Mnnoagy, B TOMY 4uchl

O1arHOCTUKOKO
cnagkoBux 3axBoproBaHb (C3) Ta

BPOOXeHHUX MOPOKIB PO3BUTKY
(BI'1P).




CnagkoBi 3aXBOPHOBAaHHA — Lie

XBOpPOOU, NpUYMHOIO AKMX € TI abo

IHLWI 3MIHM FreHETUYHOro MaTtepiany —
MyTauil:

— 2aMemuyHi (2eHepamueHi) — mytauji
y CTaTeBUX KIITUHaX, AKI yCNaaKoBYHTbCH,

— COMamu4HI — wmyTaljii B HecTaTeBux
KNITUHaX, Lo HEe nepenarTbCA HaCTYMHUM

NOKOMNIHHAM iHBaniaa.




Bunon myTtauiu.

1. FTeHHi («To4ykoBI») MyTauUil —
NpeancTaBndaAlTb COO0K0 MOSEKYSPHI
3MIHU CTpyKTYypun reHis OHK (3aminy
HyKkrneoTuais B Tpinnerax), HE3aneXHOo BIA

IX nokanisauil Ta BNnMBY Ha

XKUTTEOIANBHICTb.
PO3pPI3HAIOTD:
CUHOHUMIYHI MyTaull
pagukanbHi mMyTauil
YTBOPEHHA HOHCEHC-KOOOHIB
oeneuin Ta IHcepuin (BCTaBKW)
30BUr paMKU 34YUTYBaAHHA




Bunon myTtauiu.

2. BcepenaeHIXpOMOCOMHI
(Oeneuii', IHeepcCll, OynniKauii) Ta
MDKXPOMOCOMHI (peuunpOKHi ma
HepeyUnpOKHI mpaHCHOKauii) MyTauil.

3. F'eHOMHI myTauir:

— aHeynnoigia — 3aMeHLWeHHA (MoHocoMisi) abo
30inblUEeHHA (TPUCOMISl) YMcna XpOMOCOM B
aunnoigHoMy Habopi, HekpaTHe rannoigHomy

(2n+1, 2n-1 n 1.4.)

— noninnoiaia — 30ibWeHHs Yucna
XpOMOCOM, KpaTHe rannoigHomy (3n, 4n, 5n)




CMNAOKOBI XBOPODBM:-:
XpOMOCOMHI XBOpoOu

Tpucomia 21 (cumHgpom [layHa) 1:700
Tpucomia 18 (cuHgpom EpBapgca) 1 : 7000
Tpucomia 13 (cumHgpom [lartay) 1 : 8000
[eHHI XxBOopoOW®
MykoBucumnaoos 1: 2000
DeHInkeToHypIs 1 : 3000
AQpeHOoreHiTanbHMN CUHOPOM 1:5000
Bpoa)XeHHU TinoTUpPeO3 1:10 000
[emoqpinia A 1:20 000
HenockoHanmm octeoreHes 1:50 000




MPEHATAJIbHA OIATHOCTUKA
NO3BOMSAE BUABUTU B NMIoal:
6nun3bko 98 % Tpucomii 21

(cuHppom [ayHa);
6nun3bko 99,9 % Tpucomil 18
(cuHppom EaBappaca);
6rnun3bko 99.9% Tpucomii 13
(cuHpgpom [llaTay);
onn3sbko 50 % nNOpyLIEHHS PO3BUTKY
cepus Ta IH.




NMPEHATAJIbHA OIATHOCTUKA
BKIMoYae MeauKo-reHeTU4yHe
KOHCYNbTYBaHHA, HeiHBa3UBHI
(Y3, eus4yeHHss bBioxiMiyHUX MapKepia
cuposamku Kpoei mamepi) Ta
IHBa3UBHI MeToAM AOOCIIaXeHHSA, a
TakoX npeiMmnnaHTauinHy
ARIarHOCTUKY MNPU eKCTpaKopno-
panbHOMY 3annigHeHHI.




Meta MeaAUKO-reHeTU4YHOI

KOHCcynbTauil —
YCTAHOBMEHHS CTeneHi reHeTUYHOro PU3NKy B
OOCTEXYBaHIN CIM'T Ta PO3'ACHEHHA MNOAOPYXKHO

pe3ynLTarTiB.

[€@HETUYHUN PU3BMNK — Lie UMOBIPHICTb NOABUN B
NOTOMCTBI CnagkKoBOIl NaTOMOrll.
Po3pi3HAIOTb:
HM3bKY CTeniHb pusmky — o 5%
cepegHio cteniHb — A0 10%
nigBvuleHy crteniHb — go 20%
BUCOKY cTeniHb — binbwe 20%




NMPEHATAJIbHA OIATHOCTUKA
B oCTaHHI pOKM CYTTEBUU PO3BUTOK
OTpMManM TakKk 3BaHl aCUCTYHOUI
penpoAayKTuBHI TexHonoril (APT).
[lpn IX 3acTocyBaHHI PU3UK
BPOOXXeHHUX MOPOKIB PO3BUTKY
nnoal B NOPIBHAHHI 31 CMIOHTAHHOLO

BariTHICTIO OOCTOBIPHO NIABULLYETLCSA
Ha 30-40%!




dPaKkTopu, WO NIABULLYIOTL PU3UK:
1. MpuunHn Oe3nnippA:
— XPOHIYHI o4aru IHgEeKLIn,
— YTBOPEHHA HEMOBHOLIIHHUX CTaTEBUX
KNITUH Ha (POHI €HOOKPUHHUX MOpPYLUEHb
— HasBHICTb reHeTn4yHol abo cnagkoBol
natonorii y nogpyXHbl napwu.

2. CepegHin BIK HA MOMEHT HacCTaHHS
BariTHocTi npu APT ctapuwe 34 poKiB.

3. OcobnuBocTti camol npoueanypu APT:
BIACTpOYeHe 3BMNiAHEHHA, KPIOKOHCEepPBYBaHHA
Ta PO3MOPOXYBAHHA eMOPIOHIB, IX MepeHIic Ta
peaykuiq.




llpedumMnamauiuHa
npeHamarsibHa 2eHeemu4Ha
diacHoCMuKa

eMOpPIOHY, PO3BUHYBCS B pe3ynbrari
LUTYYHOro 3anfnigHeHHa (npu Yucni
KNITUH 6nn3bko 10!), BU3HAYaETbLCA
HasIBHICTb MapKepiB onn3bko 6000
CnagKoBUX 3axXBOPHBaHb, MiCcns
4YOro BUPILLYETLCSA MUTAHHSA MNPO
OOUINMbHICTL IMMIAHTauUll.




NMPEHATAJIbHA OIATHOCTUKA
BKIMOYae OBa eTanu.

1. BUABMNEHHSA XIHOK (CIM'T) 3
NiABULLEHHUM PU3SUKOM
HECNMUATNNBOIO, B reHEeTU4YHOMY
NnaHi, pe3ynsraty BariTHOCTI Npw
MeONKO-TeHETUYHOMY KOHCYNbTYBaHHI
abo nepBNMHHOMY OOCTEXEHHI BCIX
BariTHUX, B T.4. BUKOPUCTAHHA CKPUHIHT
METO/|IB;
2. BNacHe npeHaTtanbHa AiarHoCcTuKa
XIHOK 3 (paKkTopamMmn PU3UKY.




MPEHATAJIbHA OIATHOCTUKA
BUKOPUCTOBYE YJ/iIbmpa3eyKosy
diaczHoCcmMuky (ma iHwi euodu
ariapammHol diagHoCmMuKu),
ornepamueHy (IHBa3NBHY) MEXHUKY
Ta JlabopamopHi mMmemoou
(LUMTOreHETUYHI, BIOXIMUYHI,
MONEKYNAPHO-TEHETUYHI).




MPEHATAJIbHA OIMATHOCTUKA
[loka3aHHA 4O BUKOPUCTAHHA
IHBA3MBHUX METOAIB AlarHOCTUKWU:

— €X003HaKM XPOMOCOMHOI naTo-

noril nnogy

— 3MIHMU PIBHIB OIOXIMIYHUX
MapKepiB B CUPOBATL KpoBI BariTHOI
— po3paxoBaHHUX MPOrpamoro BUCO-
KUA PU3UK HAPOMKEHHA AUTUHU 3

XPOMOCOMHOI nartosiorieto (> 1 Ha
250).




NMPEHATAJIbHA OIATHOCTUKA
lHBA3MBHI MeToOu MpeHaTanbHOI
OIarHOCTUKN O03BONAKTbL AlarHo-
CTyBaTu BCI (POPMU XPOMOCOMHOI
naTonorili nnoagy, BU3HA4YUTU UOTO
CTaTb, a TaKOX MNpOBeCTwU
MOJEKYNApPHY AIarHOCTUKY pAany
pacnoBCOAXEHHUX CNaaKoBUX
XBOpoO (2cemoqbinis,
gheHisIKemoHypisi, MykKogicyudo3s,
Mioducmpoaopiss [JroweHa Ta iH.).




[TPEHATAJIbHA AOIATHOCTUKA
lHBa3MBHI METOAM O03BONANTb
NPOBECTU LINTOrEHETUYHI
AOoCniaKeHHA TKaHUMH ninoaoBoro

NMNOXOOXEeHHA.
6iornciss xopioHy (8-12 Tnx),
aMHiouyeHme3 (13-14 Hepf., 16-22 Tux.),
KopdoueHme3s (3 22 TNX),
nnaueHmoueHmes (ll Tpumectp),

6iornicis mkaHuH nnody (ll TpumecTp).
Bubip metoaoy 3anexmTtb Big CPOKY
BariTHOCTI Ta TEXHIYHUX
MOXITMBOCTEN rabopatopil.




[TPEHATAJIbHA AOIATHOCTUKA
K KOMMMEKC npeHaTanbHOo-
OlarHOCTUYHMX 3axoniB KapauHanbHO
BUPILLYE npobnemy 3HUKEHHS
CnagKkoBUX Ta BPOOAXKEHHUX XBOPOO B
nonynauil, Ta, AK Hacnigok LUboro —
3MIHIOE NMOKA3HUKN MNEPUHaTanbHOI
naTtonorii, MaJitoKOBOI
3aXBOPIOBAHOCTI, CMEPTHICTb Ta
ONTAYY IHBanIgHICTb.




[MPEHATAJIbHA OIATHOCTUKA
Ma€ BUKMIOYHO BaXXNMBE 3HAYEHHS
npn MeauKo-reHeTUYHOMY
KOHCYNbTUBYBaHHI, [03BOMNAIOYN MNepe-
UTWU BIO MMOBIPHOCTI OO
OOHO3Ha4YHOro MPOrHO3yBaHHA
300pOB'SS AUTUHU B POAUHI 3
[EHETUYHUMWU YCKNMaAHEHHAMMN.
CbOrogHi MoXnmBa [AlarHOCTUKa BCIX
XPOMOCOMHUX CUHOPOMIB Ta OrMmM3bKo
100 cnagkoBmx XBOpPOO 3 OOCTOBIPHO
YCTAHOBMNEHHUM OIOXIMIYHUM




NMOKA3AHHA ONA NMPEHATAJIBHOI
OIATHOCTUKW

1. BIKk matepi 35 pokiB Ta >;

2. HadaBHICTb Yy cIiM'I nonepegHbLOl
OUNTUHU 3 XPOMOCOMHOK MaTOmOorI€Elo;

3. [NepebynoBn 6aTbKIBCbKMX
XPOMOCOM,;

4. HaaBHICTb Yy CIM'I 3axBOPHOBaHb,
Hacnigyr4vnx 3dyenneHe 31 CTaTTio;

5. CuHgpom dparinbHOl X-Xpo-
MOCOMMW.




[MOKASAHHA OJ1A NMPEHATAJIBHOI
OIATHOCTUKH

6. emornobiHonaTil;

/. BpoaXeHHI noMunkm metabo-
ni3my.

8. PIi3HI cnagkoBi 3aXBOplOBaHHA,
OlarHOCTYylo4Yl METOAOM 34ensieHHsa 3
LHK-mapkepamu;

9. [ledpeKkTn HepBOBOI TPYOKW.

10. |HWI MokasHUKM Ond UUTO-
reHeTU4YHOI AOIarHOCTUKN.




MPEHATAJIbHA OIATHOCTUKA
3gincHeTbcda B | T1a |l TpumecTpax
BariTHOCTI, ToOTO B nepiogan, konu (y
8UNaoKy eusielieHHs ramorsoeill) e

MOXXHa nepepBaTn BariTHICTb.
[luTaHHA Npo nepepiBaHHA BariTHOCTI
NMOBUHHO CTaBUTLCA TINbKWN MICNA
OLIHKM HAaCTYNHUX Kpumepiig:




[MPEHATAJIBHA OIATHOCTUKA

1. XBopoba noBMHHaA OYyTWU OOCUTH
BaXkKoto, WOO byno BunpasgaHo
nepepuBaHHSA BariTHOCTI;

2. JlikyBaHHA XBOpoOW nnoay He-
MOXINMBE Ta He3aOoBIlS1bHEe;

3. ICHye TO4YHUMN TecT AOns
NOCTAHOBKM MpeHaTanbHOro Aaiar-
HO3Y;




[MPEHATAJIBHA LOIATHOCTUKA

4. J[locuTb BUCOKUN TEHETUYHUN
PU3NK HECNPUATNINBOrO pe3ynbraTty
BariTHOCTI;

5. CiM'a, £dKa KOHCYNbTYETbCY,
NoBMHHa OyTKM 3rogHOK Ha
nepepiBaHHA BariTHOCTI.




NMPEHATAJIbHA OIATHOCTUKA

[1lpn opeaHi3auil ma po38UMKY

cucmemu TMNMOBUHHI BUKOHYBAaTUCH
HacmyrnHi yMo8uU.

1. HiarHOCTWYHI npoueaypu NOBUHHI
OyTn Oe3nedyHnmn aOnsi 30opoB’A
MaTtepl Ta nnoay;

2. HacTtoTta ycknagHeHb
OBariTHOCTI Mmicnga AOiarHOCTUKU He
NOBMHHA MOMITHO NiABULLYBaTUCA
(GmosipHicmb empamu rnnody eidpasy
abo y ei00anieHHUU nepioo nicns i

nnnN )-




[MPEHATAJIbHA OIATHOCTUKA
3. Jlikapi, Bomnoaitodi TEXHIKO
npeHaTtanbHOl AlarHOCTUKU, MOBUHHI
3HAaTU WMMOBIPHICTb MOCTAHOBKU MNCEB-
OOMO3UTUBHUX abo XMOHOHEeraTuBHUX

OiarHo3iB (obmexxeHHs1 Memody);

4. Cneujianict npeHaTtanbHOI
OIarHOCTUKN (2IHeKors1o2, fiKap-2eHe-
muk, Jnikap-nabopaHm) MOBUHHI
3HaTU AOlarHOCTUYHI OOMEXEeHHS
MeToay Yy BriacHin nabdopartopil;




NMPEHATAJIbHA LOIATHOCTUKA

5. ['pyna cneuianictiB NnoBUHHa
CYBOPO AOOTPpUMYBATUCA CTaHOaApTIB
NnpoBedeHHA npouenyp Ta aHanisis,
30IMCHIOBATU MOTOYHUMN KOHTPOISIb
SKOCTI pODOTWU, a TaKoX MaTu
CTaTUCTUKY 3aBepLUeHHA BariTHOCTI Ta
PO30i>KHOCTEN AlarHo3iB (KOHTPOIIb
ncns abopTtiB abo nicns
HapOMXKEHHSA).




NMPEHATAJIbHA OIATHOCTUKA
[lpeHaTanNnbHUN CKPUHIHT
MaTePUHCbLKNUX CUPOBATKOBUX
dakTopiB
(HAUKpaLWMN TepMIiH ONA aHanisy —
15-20 TmKOEeHb BariTHOCTI):

— XOPIOHWYHMU FOHAAOTPONIH,

— nfa3amMeHun MnpoTelH,
noB’A3aHHUN 3 BariTHIicTIO (PAPP-
A);

— anbda-eTonpoTelH;




XOpPIiOHIYHUN TFOHaAOOTPOMIH — LE
rmikonpoTelH, NpoayKkoBaHHUN
cuHumuTioTpodobnactom. BiH

NIATPUMYE aKTUBHICTb >XOBTOIO TiNna 3
8 OHA OBYNALIl Ta € OCHOBHUM
OPMOHOM pPaHHbLOI BariTHOCTI.

binok BusHa4daeTtbca y Kposi 3 10-12
OHA BariTHOCTI Ta MNOCTYMOBO

NiABULLYETLCA OO0 KIHUSA NepLioro

TPUMECTPY.




XOpiOHIYHUN roHagoTponiH
CKnagaeTbCa 3 O- Ta [3-cyboanHuub.
a-cyboamHuuAa iOeHTU4YHa BIAMNOBIOHIN

B JIOTEIHI3YHO4YOMY,
doonikynoctumyntor4yomy Ta

TUPEOTPOMNHOMY TFOPMOHaX.

Ak npaBuno, y cupoBaTLi
BU3Ha4aeTbCca [-cyboauHuusa (beta-
XI'Y).




Bucoko4vyTnuei MeTtoauku (Hanpuknag,
IMYHOXEMISMIOMIHICLIEHTHA) J03BOJSIAE
BU3HaA4YaTU OyXXe HU3bKI KOHLeHTpauil
XI'Y (< 5lU/L) 3 BIACYTHICTIO
NnepekpecHnUX peakuin 3 BULLE
Ha3BaHUMMN TOPMOHaMMN.




[Tna3smMeHHUN NpPOTenH, CBA3aHHbLIU C
bepemeHHocTbO (PAPP-A -
pregnancy associated plasma protein) —
9TO rNuKonpoTenH ¢ bonbwon Mwm,
BblpabaTbIBalOWLMNCS CUHLIUTUO-
TpodpobriactoMm M MOABMALWMNCA B
KpOBU MaTepu C S Heoenwu
bepemeHHocTU. Bo |l TpumecTtpe
OCHOBHbIMU UCTOYHUKamMn PAPP-A
ABNSAIOTCA MaueHTa wu
geunayanbHaa TKaHb.




B HOopMmi 3i 30iMbLUEHHAM TEPMIHY
BariTHOCTI MOro KOHUEHTpaUis
NOCTIMHO NIABULLYETLCA, @ NPU PI3HUX
naTonoriYyHnx ctaHax (Hepo3BmBatr4ya
BariTHICTI, NATOMNOrig XpOMOCOM)
CYTTEBO 3MEHbLUYETLCA. 3MIHU MOrOo
PIBHA (AK B HOPMI, TaK | Nnpw
natonoril) OinbLl XapakTepHi Anga |
TPpUMecCTpa, YiM And NI3HIX TEPMIHIB.




Y cnpaBXxHin Yac PAPP-A € ogHum I3
BMUBYatO4MX DIOXIMIYHUX MaPKeEPIB,
AKOMY NpUAOINAETLCA BENUKE
3HA4YEeEHHSA MPWU opraHi3adil
npeHaTanbHOro CKPUHIHIY Ha
PAHHLOMY TEPMIHI BariTHOCTI.




anbda-dertonpoteiH — uUe OINokK,
CUHTE3YIOUYUN eMOpIOHalbHOLO
NEYIHKOK Ta >XOBTOYHMM MILLKOM 3
apyroro TpumecTpy. BiIH BUAOINAETLCA B
aMHIOTUYHY PIOVMHY 3 ceyelo, NOoTIM
BCMOKTYETbCA 4epes3 NnogHI 000noyKn
B KpoB BariTHol. [licna HapoaXeHHS
ADIT WBMOKO 3HUXKYETLCA Ha NPOTAS3I
1-ro poKy Ta 3anullaeTbCAa Ha
HU3BLKOMY PIBHI MPOTATOM BCbLOIO
XKUTTA.




HeKOHbIOroBaHHUU ecTpion —
OCHOBHWW €CTPOreH, npoayKkoBaHUN
3apoakoMm. loro nonepeaHnKn
(oerigpoeniaHapocTepoHa cynbdar)
CUHTE3YEeTbCA B HaOHUPHMKaxX nnoay,
NOTIM B MeYJiHUl NepeTBOPHETLCA B
16-a-TrigpoKCn—
gerigpoeniaHgpoCTepPOHY cynbdaTr Ta
B NnaueHTI B peaynbsraTi pagy
KOHBepTaLUin — B €CTpIor.




BUpoObHMUTBO HEKOHLIOTOBAHOIO
ecTpiony Bege A0 NPOrpecyryoro
NiABULLEHHA MAaTEPUHCBLKOTO PIBHA
ropmoHy. Cknagatoun Tinbkn 9% BIA
BCIX POPM €ecCTpiony B MaTEPUHCHKIN
cupoBaTLi, BIH Hanbnmx4ye
BiooOpa)kae qoetonnaueHTapHe
BUPOOHULTBO.
MeTtaboni3dyetbcsd HE 3 nepiogom
HaniBpocnany onun3bko 20 XB,
nigoarvnyYncb B MediHUl KOHbtorauil 3
YTBOPEHHAM Cynb@artiB Ta
[MIOKYPOHIAIB.




OnTuMmanbHUMKU MapKkepamn B
nepLoMy TPUMECTPI BariTHOCTI €
beta-XI'Y ta PAPP-A
KoMnreKkcHa ouiHKa UUX NOKA3HUKIB —
HanKpallnun 3 HaungeHux Ao
TenepilHbLOro 4acy Kputepin
cuHgpomy [layHa mikK 9-14 TXKHAMMU
(piBeHb ADIT [OOCTOBIPHO HUXKYE, YiM
B HOpMi, a piBeHb OeTa-XI'Y BuLle
HOpMW).




BuMmipn B MaTepUHCHLKIN cupoBaTL|
beta-XI'Y pasom 3 AD[1 ta HE
npectaBnsie coboto
NOTPINHUN TEeCT
Ta € BUCOKOE(MEKTUBHUM METOOO0OM
CKPUHIHTY pagy XPOMOCOMHMUX
abepauin (cnHagpom [layHa, Tpnucomis
18)

Y gpyromy TpuMecTpl
(piBeHb ADIT Ta HE pocTtoBipHO
HUXX4Ye, HDK B HOPMI, a piBeHb OeTa-
XI'Y Buiiye Hopmn).




BignoBIiOHICTb OTPUMMaHHOIO pes3yiib-
TaTy Ta MediaHu, MeBHOI AN
KOHKPETHOro TEepMIHY BariTHOCTI, Aa€
KoedIUIEHT BIOXUNEHHSA BIO MediaHw
— MoM (the Multiple of the Median).
AHaniza MoM ana PAPP-A, Oeta-
XI'Y, A®I1 ta HE, paHux npo recra-
LinHn BiK (Y3M), BiUi, Ba3l Ta pacwu
MaTepi, XPOMOCOMHUX aHOManigax Ta
COMAaTUYHUX 3axXBOPHOBAHHAX BariTHOI
BU3HA4Ya€ pIBEHb MaTEPUHCBLKOro
PUSNKY.




[MlpoTteiH S100 - ue OINOK 3 HU3bKUM
MM, AKMW MPUCYTHIN Y DaraTbox
TKaHMHaX opraHiamy. [eHeTUYHUN Ko[,
LbOro Oifnka 3apeecTpoBaHU Y
OOBromy nnedi 21-1 XxpoMocomMu, dKa
BiANOBIAA€ 3a PEHOTUMOBI NPOABU
cuHgpomy [layHa (npu UbOMYy
KoHUeHTpauia S100 B KpoBi nnoay
PI3KO HapoCTae).




[locnig)XeHHA OCTaHHIX POKIB OOBENMN,
LLJO CTaTUCTUYHO OOCTOBIPHOI PI3HULI
B KinbkocTi S100 y KpoBI maTepi npwu
zgoposomy nnoai ta nnoai 3 CL He
ICHYE.
3pobneHo npunyweHHda, wo S100 He
NPOXoaAUTb NnaueHTapHun bap’ep |
TOMY KpPOB MaTepi He MOXe 0yTu
BUKOpUcTaHa B dAKocTi mMapkepy CL.




OiarHocTuka pedpiumty C,,.-

rigpokcunasu

(HaunvacTiwe 3ycTpivYaro4nUnCH
cbepmeHTaTUBHUN OedeKT
cTepoigoreHesun; >90%)

®epmeHT rnagkoi ENC — P450.-21
bepe yyacTb B CHUHTESI

MiHepano- Ta rMIOKOKOPTUKOIAIB

(ctepoinie C21)




Bucoka cteniHb romonoril reHy Ta
nceBOoreHy, 3HaxogAaTbCHA B
beasnocepenHin 6rnmMabKOCTI, CripuUse
HepeLnnpoOKHOMY cnaprtoBaHHIO Ta YPIBHI
KPOCUHIOBEPY MK CECTPUHCBLKUMMN
XpomMatngamMmm B MENOa3I, Lo NpMBOANTL OO0
reHHOI KoHBepcil (mepemMilyeHHIo OINSHKU
aKmueHo20 2eHy Ha rcesoozeH) abo
aeneuil.

Tunn myTtauim B reHi CYP21A2:

* peneuil — 6nnabko 40%
** TeHHa KoHBepcia — 20%
¢ TOYKOBI MmyTauil — 25%.




3aminm AK,
nokani3sauisi

3aMiHu

HYKNneoTUAIB,
rnokanisauis

@In 318 Stop) NoKyc 1996

lle 172 Asn
Val 281 Leu

Pro 30 Leu
Pro 453 Ser

nokyc 1100
JNIOKyC 1685

JNIOKyC 89
nokyc 2580

MyTauili B reHi CYP 21A2
Ta dbopmun BAKH

dopma BAKH

CinbBTpayvaro4a
BipUIribHa
HeKnacu4Ha

HEeKJilaCU4YHa

HEeKJilaCU4YHa




HeOHaTaanuu CKPUHIHI

Onpeaenexue 17-ruipoKCMNporecTepoHa U3 NATHa KPOBK Ha
dunbTPOBanLHOU OyMare

Llens:

[oknuHuyeckoe BoisiBneHue gedpuuura 21-ruapokcunasbi
[peaynpexaeHue ConbTePSIOLLEro Kpuaa

BbiABNeHWe cny4yaes NOXHOro XEeHCKOro
repmadpoguTUMa




MynbTUCTEPOUAHBIX aHANU3

lopmoOH Copnepxasue  Hopma
21-[lezokcukopTuson 10,4 1,1-5,0 HMONL/N
11- deaokcukoptuaon 9,01 1-7.9 HMONb/N
17-OH-[TperseHonoH 46,65 0-10.5 HMONb/N
17-OH-lporecTepoH 39,3 0.27-9.08 HMonw/n
AHAPOCTEHOAUOH 4,36 0.5-3.2 HMONL/N
Koptuaon 144 150-650 HMONb/N
KopTukocTepoH o4 3.8-66.5 HMONbL/N
lMNporecTepox 2,07 0-3.0 HMonb/n

TecTocTepoH 0,96 0.2-1.0 HMONL/N




[llarHoCTUKa HeAoOCTaTHOCTI

C21-rigppokcunasmu
(mpoba 3 cuHakTteHom — 124AKTTI)

BMICcT 17-rigpoKcunporectepoHy 4yepes
60 xB nicna BBeAEHHA B HOPMI He
nepesullye 1 MKr%.

Y XBOpUX 3 KNMAaCUYHOIO
cdbopmoron BAKH koHuUeHTpauis
17-rigpoKCMNpOrecTepPoHy PIi3Ko
30inbLuyeTbca (Bulle 25-50 Mkr%) Ha doHi
HE3Ha4YHOro nigBULLLEHHA KOHLEHTPaLLIl
BITbHOrO KOPTMU30ny.




[llarHoCTUKa HeAoOCTaTHOCTI

C21-rigpokcunasmu
(mpoba 3 cuHakTteHom — 124AKTTI)

Y XBOpUX 3 HeKnacu4yHorw abo
nisagHboro dopmoro cuHapomy BIOKH
KOHLUEeHTpauia 17-rigpoKkcunporectepoHy B
KPOBI Micna CTUMynAuil, 9K npaBwumno, He

nepesulye 15 Mkr%.
[llarHOCTUYHY LIHHICTb Mae€

CcniBBIOHOLWIEHHA KOHLUeHTpauin 17-
rigpokcunporectepoHy go HOKC — npwu
nediunTi 21-rigpokcmnasn 3aBxgn >12!




NNpeHaTanbHa [AlIarHOCTUKa

B | TpumMmecTpl HegocTaTHICTb 21-
rigpoKcunasu BU3HA4Ya€eTbLCA LLUNAXOM
reHoTunyBaHHA aneneu HLA abo
aHanizy OHK i3 kniTuH BOpcuH
XOPIOHY, a TaKOX BU3HAYeHHsA 17-
rigpoOKCU-NporecTepoHy Ta
aHOPOCTEeHAIOHY B npobax
HaBKoonnigHMUX BOA4, OTPUMaHUX MNpWw
OocnigXXeHHI BOPCUH XOPIOHY.




NNpeHaTanbHa [AlIarHOCTUKa
Y |l TpumecTpi — BM3HAYEHHA
FOPMOHIB Yy HaBKONOMMIgHMX BoAax
(He minbku 17-rigpoOKCUNpoOrecTepoH
ma aHAPOCTEeHAIOH, abe U 11-

AEe30KCUKOPTU30M, wo nicsuuwye
UiHHicmb 0OocJ1iOXXeHHs1, ocobsiueso npu

diazHocmuyi NPOCTOI BipuUni3oBaHoOI
dopmu BOAKH), HLA-
reHoTUNyBaHHA Ta MOJIEKYIISPHO-
reHetuyHuu aHania OHK knituH.




Meouko-reHeTU4YHe
KOHCYNbTUBYBaHHS.
HepoctaTHICTb 21-rigpoKkcunasu
CNagKyeTbCA NO ayTOCOMHO-
peuecUuBHOMY TuUNy. biNbLWICTb
OaTbKIB — reTepo3nrotu — MatoTb
OAWH HOpPMalnbHUW Ta OOWUH
MYTaQHTHUBLIN anens.

(npubnusHo y 1% eunadkie mMymauii
8UHUKarOmMb 3HO8Y, 8 Mmakomy eurnaokKi
2emepo3u20mHuUU HoCciu — OOUH 3

6amabkis).




Meauko-reHeTU4yecke
KOHCYNbTUBYBaHHS.

Akwo oboe baTbKiB €
reTepo3nroTHUMMN HOCIAMWU, TO PU3UK
cnagkyBaHHs 0DOoOx anerneun Ta
HapOO)XEeHHA XBOPOI AUTUHW
ctaHoBUTb 25%, B 50% BuUNaakis
OUTUHA ycnagKkye TiINbKKM OOuH
MYTAHTHUW anenb (300POBUN HOCIN),
MMOBIPHICTb cnaaKyBaHHA OBOX
HOpMarnbHUX anenen Ta HapOOKEeHHSA
300poOBOI AUTUHU CcKnagae 25%.




