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MPEHATAJIbHAA OUWATHOCTUKA —
9TO obnactb MeAuLUUuHbI, KOoTopas
3aHMMaeTcsl JO0POOOBbIM BbIsSIBIIEHME
PaA3NNYHbIX MAaTONMOrNMYEeCKUX
COCTOSAHUW nnoaa, B TOM YuUcCne
ONArHOCTUKOW
HacreaACcTBeHHbIX 3aboneBaHUM
(H3) wn
BPOXAEHHbLIX NMOPOKOB pa3BUTUA
(BI1P).




HacneacTtBeHHble OOMe3Hn —
9TO 60one3Hn, NPUYNHOMN KOTOPbIX
ABMATCA T€ WU UHbIE U3MEHEHUS
reHeTU4YeCKoro matepuarna — MmytTaumm:

— 2aMemu4ecKue (2eHepamueHhkle) —
MYyTaunn B TOJIOBbIX KIi€TKaX, KOTOPbIE
HacneaylTcs,

— COMamu4ecKue — wmytaunm B
HEeNnonoBbIX KNeTKax, He nepegarLmecs

cnegyrowmmM MoKoneHnsM uHameuaa.




Buabl myTauum:

1. FleHHble («TOYKOBbLIE») MYTaLUU —
NpeacTaBnaldT cobon MONEKYNAPHbIE
M3MeHeHna CTpyKTypbl reHoB [OHK
(3sameHa HykneoTUaoB B TpUNneTax),
He3aBMCMMO OT UX JfoKanusauum wu
BMUAHNSA Ha XXWM3HECNOCODOHOCTbL.
Pa3nunyaror:
CUHOHUMWYECKMEe MyTauuu
pagukanbHble MyTauuu
obpa3oBaHMe HOHCEHC-KOOOHOB
oeneunMm U UHcepuun (BCTaBKK)
COBUI paMKU CYUTbIBAHUA




Buabl myTauum:
2. BHYyTPpUXpOMOCOMHbLIE

(deneuuu, uHsepcuu, Oynnwauuu) 7
MEXXPOMOCOMHDbLbIE (peuunpOKHb/e u
HepeyuripoKHbIe mpaHCJ'IOKauuu) MYyTaLllUN.

3. [eHOMHblIe MyTauuu:

— aHeynnouaumda — ymeHblleHne (MOHOCOMMUA)
Mnn yBenuyeHue (TPUCOMMUS) 4YMcra XPOMOCOM
B AunsiongHoM Habope, HeKkpaTHoe
rannongHomy (2n+1, 2n-1 n 1.4.)

— nonunnaoupgua — yBeNnuU4eHune 4ucrna
XPOMOCOM, KpaTHoe ranmnougHomy (3n, 4n, 5n)




HACINNEOCTBEHHbIE BOJIE3HN:
XpOMOCOMHbLIEe OOne3Hn

Tpucomuna 21 (cumHgpom [ayHa) 1:700
Tpucomua 18 (cumHpgpom Saeapaca) 1: 7000
Tpucomuna 13 (cuHgpom [laTay) 1:8000
[eHHble Oone3Hwn
MykoBucungos 1: 2000
PeHUnKeToHypu4 1: 3000
AQpeHoreHnTanbHbIn CUHOPOM 1. 5000
BpoXXOeHHbIN TMNOTUPEODS3 1:10 000
[emodpunua A 1:20 000

HecoBepLUEeHHbIN OCTEOreHes 1:50 000




MPEHATAIIbHAA OUATHOCTUKA
No3BOSIAET ODHapPYXUTb Yy nnoaa:
bonee 98 % Tpucomun 21
(cuHpgpom [layHa);
okono 99,9 % Tpucomun 18
(cuHppoM JpBappAaca);
okono 99.9% tpucomun 13
(cuHpgpom [llaTay);
okono 50 % HapyLweHun pasBUTUS

cepaua v ap.




MPEHATAJNIbHAA OUWATHOCTUKA
BKIMOYAET MeAMuKo-reHeTu4yeckoe
KOHCYNbLTUPOBaHMe,

HeuHBa3uBHbIe (Y3WU, usyyeHue
6buoxumu4yecKux MapKepoe CbI8OPOMKU

Kposu mMamepu) U UHBaA3UBHbLbIE
MeToAbl obcneaoBaHUSA, a TaKXKe
NPeUMMNAaHTaLNOHHYIO
AWarHOCTUKY Mpu SKCTPaKoOpMo-
paribHOM OMII04O0TBOPEHUN.




Llenb Meaouko-reHeTU4YECKOWN

KOHCYNnbTaUUu —
YCTaHOBMNEHMNE CTEeNeHn reHEeTUYEeCKoro pucka
B obcnegyemMom cembe U pasbACHEHUE
cynpyram pe3synsraToB.

[eHeTU4YeCKMn pPUCK — 3TO BEPOATHOCTb
NOABMEHNA B MOTOMCTBE HacrneacTBEHHOW
naTosiornm.

Pasnunyator:

HU3KYIO CTEeneHb pucka — Ao 5%
cpegHioto cteneHb — o0 10%
NOBbILLUEHHYIO cTeneHb — 0o 20%
BbICOKYIO cTerneHb — bonble 20%




NMPEHATAJNIbHAA OUWATHOCTUKA
B nocnegHue rogbl cyllecTBEHHOE
pa3BUTME NOMyYMNnN TaK Ha3biBaeMble
accucTupymouwime penpoaykTuBHbIe
TexHonorun (APT).

[Ip X NPUMEHEHUN PUCK
BPOXOEHHbIX NMOPOKOB pPa3BUTUSA
nnoga no CPaABHEHUIO CO CMOHTaH-
HOW OEepeMEHHOCTbIO [OOCTOBEPHO
noBbilaetTca Ha 30-40%!




PaKTopbl, NOBbILWAKOLWMNE PUCK:
1. MpnynHblI Oecnnoausn:
— XPOHUYEeCcKue o4vyaruv MHMeKUmu,
— 0bOpa3oBaHMe HEMNOSNHOLIEHHbIX MOJSI0BbIX
KINETOK Ha dooHe SHAOKPUHHbLIX HapyLUEeHUN
— Hanunyne reHeTundyeckou unu Hacneact-
BEHHOW NaToNiorMy y Cynpy»Xeckon napbl.
2. CpegHun BO3pacT Ha MOMEHT HacTynne-
HUa B6epemeHHocTn npu APT ctapwe 34 ner.
3. OcobeHHOCTM camou npouenypbl APT:
OTCPOYEHHOE OMIoOO0TBOPEHNE, KPUOKOHCEPBU-
poBaHME N pa3MopamBaHue 3MOPUOHOB, UX
NnepeHoc N peaykuus.




llpedumMnnaHmauyuoHHas
npeHamasibHasi 2eHemuY4ecKasi
duazHoOCMmMukKa

OMOpUOHA, pa3BUBLLEroCH B
pe3ynbrate MCKYCCTBEHHOIo
ONNoOOTBOPEHNA (NPU 4YnUCIEe KNETOK
okono 10!), onpenendetr Hanuyne
mapkepoB okono 6000
HacneacTBeHHbIX 3abofieBaHUM,
nocrie 4Yero pellaeTcsd BOMpPoc O
LernecoobpasHOCTU MMMIaHTauun.




NMPEHATAIIbHAA OUATHOCTUKA
BKINOYaeT gBa 3Jrtana:

1. BbIABNEHUE XEHLUUH (ceMen) C no-
BbILLUEHHBIM PUCKOM HeOaronpusITHO-
o, B reHETUYECKOM MriaHe, pe3ysib-
TaTa O6epeMeHHOCTU Npu MeauKo-re-
HETUYECKOM KOHCYIbTUPOBAHUN WUIMA
nepBM4yHOM obOCrnegoBaHUN BCEX
bepeMeHHbIX, B T.4. MUCMOMNb30BaHMNE
CKPUHUHI METOOOB;

2. COOCTBEHHO NpeHaTanbHass AuarHo-
CTUKA >XEeHLUMH C gpaKkTopaMun pUcKa.




MPEHATAJNIbHAA OUATHOCTUKA
NCNONb3YET YJIbMpPa38yKO8YHO
duacHocmuky (u Opyaue 8uobl

arinapam+{ou oua2HOCMUKU),
ornepamueHyr0 (MHBaA3UBHYIO)
MexXHUKy W
JlabopamopHbie MemoobI
(UMTOreHeTu4eckne, bUoxMmMmndeckue,
MONEKYNAPHO-TEHETUYECKHNE).




NMPEHATAJIbHAA OUATHOCTUKA
[loka3aHua K MCMONb30BaHUIO
MHBA3MBHbIX METOOOB AWarHOCTUKW:
— OXONPU3HaKM XPOMOCOMHOW NaTo-

normm nnona

— NU3MEHEHUA YpPOBHEN OUOXMMU4e-
CKUX MapKepoB B CbIBOPOTKE KpPOBW

bepemMeHHOU

— paccyUTaHHbLIM NPOrpamMmoun BbICO-
KUA PUCK poXOeHUs pebeHka C Xpo-
MOCOMHOMN natonornen (> 1 Ha 250).




NMPEHATAJIbHAA OUATHOCTUKA
VIHBa3nBHbIE MeTOoAbl NpeHaTarnbHOW
OVarHOCTUKM MNO3BONAKT AuarHo-
cCTupoBaTb Bce (POPMbl XPOMO-
COMHOM naTosfiorum nnoaa, orpe-
OENNTb €ero noJsi, a Takke MNpPoBEeCTU
MOJIEKYINSAPHYIO AWArHOCTUKY psAaa
pacnpocTpaHeHHbIX Hacnea-
CTBEHHbIX bone3Hen (2emogpusnus,
cheHUsIKemoHypusi, MyKosucyuooas,
muoducmpodgusi JroweHa v ap.).




[MPEHATAJIbHAA OUATHOCTUKA
IHBA3nBHbIE METOObl MO3BOSMSAKT
NPOBECTN LUTONrEHETUYECKOE
uccnegosaHue TKaHeu nNnNoaoBOro

NMPOUCXOXAEHUA:
6uoricusi xopuoHa (8-12 Hepn),
amHuoueHme3s (13-14 Hepq., 16-22 Hepn.),
KopooueHme3s (c 22 Hepn),
nnaueHmouenmes (ll Tpumectp),

6uoricusi mkaHeu nnoda (ll TpumecTp).

Bbibop MeToaoa 3aBUCUT OT CpokKa
bepeMeHHOCTU N TEXHUYECKUX
BO3MOXXHOCTEN abopaTtopum.




NMPEHATAIIbHAA OUATHOCTUKA
KaKk KOMMMEKC MnpeHaTanbHO-
ONArHOCTUYECKNX MepOonpuAaATUn
KapOuHanbHO peLllaeT npobnemy
CHWXEHUA HacneaCTBEHHbLIX W
BPOXAEHHbIX O0Mne3Hen B nonynsaymu,
N, KaKk cnegcTtBue 3TOro — U3MEHdAEeT
nokasaTtenm nepuHatanbHOW
naTtonorun, miageH4eckou
3ab0rneBaemMocT, CMEPTHOCTU W
NEeTCKOU UHBaIMOHOCTW.




[MPEHATAJIbHAA OUATHOCTUKA
MMEET UCKIMIYUTENBbHO Ba)XXHOE 3Ha-
yeHne npu MeguKo-reHETUYECKOM
KOHCYNbTUPOBaHUK, MO3BONAA Mepe-
NTU OT BEPOATHOIoO K OAHO3HA4YHOMY
NPOrHO3MPOBaAHUIO 300POBbA pebeHkKa
B CEMbAX C FEHETUYECKUMUN OCIIOXK-
HeHnaMnU. CerogHa BO3MOXHA Auar-
HOCTUKA BCEX XPOMOCOMHbIX CUHOPO-
MoB 1 okono 100 HacneacTBEHHbIX
bone3Henm C OOCTOBEPHO YCTAHOB-
NEHHbIM ONOXMMUYECKUM OEdEKTOM.




[MOKA3AHUA ONA NMPEHATAJIIBHOV
ONATHOCTUKN
1. Bospact matepn 35 net n >;
2. Hannyne B cembe npeabiay-
Liero pebeHka ¢ XpPOMOCOMHOM NaTo-
NOTNEeMn;

3. llepecTponkn poanTenbCKUX
XPOMOCOM;

4. Hannumne y cembun 3abonesa-
HUWN, HacneayembiX cuenfeHo C
MONoMm;

5. CnHgpomMm parmnbHOn X-Xpo-
MOCOMBbI.




MOKA3AHUA OJIA
NMPEHATAIIbHOU OUATHOCTUKU
6. 'emornodbnHonaTuu;

/. BpoxOeHHble OLLII/I6KI/I MeTabo-
nmsma.

3. PasnunyHble HacneacTtBeHHble
3aboneBaHna, OMarHOCTUPYEMbIE
MeTogomMm cuenneHna c HHK-mapke-
pamMu;

9. [ledpekTbl HEPBHOMN TPYOKMW.

10. dpyrme nokasaHua OnNa UUTO-
reHEeTUYECKOU ANArHOCTUKW.




NMPEHATAIIbHAA OUATHOCTUKA
ocywiectengetrcda B | u |l TpumecTtpa
bepeMeHHOCTU, TO ECTb B Mnepuoasbl,
Koroa (8 criydae 8biserieHus
famorsio2uu') elwe MOXHO MNpepBaThb
bepeMeHHOCTb.

Bonpoc o npepbiBaHUK
bepeMeHHOCTN OOSKEH CTaBUTbLCS
TONIbKO MOCSie OLEHKU creaytoLmx

Kpumepues:




[MPEHATAJIbHAA OUATHOCTUKA

1. bonesHb AOomkHa ObITb AOCTa-
TOYHO TSKENOoWU, 4YTOObI ObINO onpas-
O0AaHO rnpepbiBaHUe OepeMeHHOCTMU;

2. JleyeHne Oone3Hn nnoga He-
BO3MOXXHO W HEYOOBIIETBOPUTENBHO,

3. CyllecTByeT TOYHbIN TECT ANA
MOCTAHOBKM MpeHaTaribHoOro auar-
HO33;




[MPEHATAJIbHAA OUATHOCTUKA

4. JlocTaTOMHO BbLICOKMUA TEHETU-
YyecKkMnm puUcKk HebrnaronpusTHOro Wuc-
Xxoga 0epeMeHHOCTH;

5. CeMb4d, KOTOpas KOHCYILTU-
pyeTcd, OofmkHa ObiTb cornacHa Ha
npepbiBaHNe OepeMeHHOCTM!.




NMPEHATAJNIbHAA OUWATHOCTUKA
[lpn opeaHu3auuu u palsumuu
cucmemb! OOJKHbI BbIMOMHATLCS

criedyroujue ycrioeus.

1. HmnarHoctnyeckme npouenypbl
OOMKHblI ObITb Oe3onacHbiMU AnNS
300pOBbs MaTepu U Mnoaa;

2. Yactota ocnoxHeHun bepemeH-
HOCTWU NOcCne AMarHOCTUKN He [OO0IK-

Ha 3aMeTHO MnoBbiWaTbCA (8eposim-
Hocmb romepu rsiooa cpaly usu 8 om-
odasieHHbIU rnepuoo riocrie ee rposeoe-




NMPEHATAJNIbHAA OUWATHOCTUKA

3. Bpaun, Bnapgetowine TEXHUKOW
npeHaTtanbHOU AOWAarHOCTUKWU, OOJIKHbI
3HaTb BEPOATHOCTb NMOCTAHOBKU MNCEB-
OOMONMOXUTENbHbLIX WUINN JTOXHOOTPU-
LaTeNbHbIX ANarHO30B (o2paHuYeHUs
mMemooa);

4. Cneunanunctbl npeHaTtanbHOU
OVarHOCTUKU (2UHEeKOos102, 8pay-2eHe-
muk, epad-riabopaHm) OOMKHbl 3HaTb
ONarHoCcTU4YecKkne orpaHN4YeHns metoga
B cobCTBEHHOM rnabopartopuu;




NMPEHATAJNIbHAA OUWATHOCTUKA

5. [pynna cneuymanmctoB AOoOJmKHa
CTPOro nNpuaoepXxmBaTtbCA CTAaHOAPTOB
npoBedeHna npoueayp U aHanm3os,
OCYLLECTBNATb TEKYLMN KOHTPOIb
KayecTBa paboTbl, a TakKe UMETb
CTAaTUCTUKY 3aBepLlLUeHnsa bepemMeHHO-
CTEN W pas3Hornacmm OumarHo3oB
(KOHTPOMNb Mnocrie abopToB MNU
nocrne poxaeHus).




NMPEHATAJIbHAA OUATHOCTUKA
[lpeHaTanbHbIN CKPUHUHT
MaTEPUHCKUX CbIBOPOTOYHbIX
dakTopoB
(HAUMyYLWKUN CPOK ANnd aHanusa —
15-20 Hepenb OepeMEHHOCTWN):

— XOPWOHUYECKUN TFOHaAOOTPONMUH;
— Mfa3MeHHbIU NMPOTEeuH, CBA3aH-
HbIn ¢ 6epemeHHOoCcTbO (PAPP-A);

— anb@a-PheTonpPoTEeunH,;
— HEeKOHBLHIMpoBaHHbLIU 3CTPUON.




XOpMOHUYECKUN TOHAAOTPOMNUH —
9TO IMUKONPOTEUH, NpoayuUupyembin
cuHumnTuoTpodpobnacrtom. OH
noaaep>XmBaeT aKTUBHOCTb KENTOro
Tena ¢ 8 OHA OBYyNAUMM U ABNSAETCH
OCHOBHbIM TOPMOHOM paHHEeW
bepeMeHHOCTMI.
benok onpenensaetrca B KpOBWU C
10-12 gHA OepeMEeHHOCTU W
NMOCTENEHHO MNOBbLILLAETCA A0 KOHLUA
nepBoOro TpUMecTpa.




XOpMoOHUYEeCKMN roHaaoTpPONuH
COCTOUT N3 O- U P-cybbeanHuu,.
a-cyobeanHuua uaeHTu4Ha
COOTBETCTBYIOLLEN B
NIOTENHU3UPYIOLLIEM,
doonnUKynoCTUMYNMPYIOLLIEM U
TUPEOTPONHOM FOPMOHAaX.
Kak npaBumno, B CbIBOPOTKE
onpenenserca B-cyobbegmnHuua
(beta-XI'Yy).




BblCOKOYYBCTBUTENbHbIE METOAUKU
(Hanpumep,
MMMYHOXEMUNOMUHNCLIEHTHAA)
NO3BONAIT onpeaenaTtb OYeHb
HMU3Kkne KoHueHTpauun XIY (< SIU/L)
C OTCYTCTBMEM MNEPEKPECTHbLIX
peakUuun C BbllLleHa3BaHHbIMW
ropMOHaMM.




[MTna3meHHbIN NPOTEeUnH, CBA3aHHbLIN
c 6bepemeHHocTbIO (PAPP-A —
pregnancy associated plasma protein) —
9TO [NMKOMPOTENH C Oonblion Mm,
BblpabaTbIBAOLWLMNCA CUHLIUTUO-
TPpodpobNacToMm N MOABNAIOLMNCS B
KPOBM MaTepu ¢ 5 Heoenwu
bepemeHHocTn. Bo Il TpumecTpe
OCHOBHbIMU ucTodHMKamn PAPP-A
ABMSAOTCA NfaueHTa u
neunayanbHas TKaHb.




B Hopme C yBennyeHMeM cpokKa
bepeMeHHOCTN ero KOHLEHTpauus
NMOCTOSHHO MNOBbILLIAETCH, a Npw
PaA3NMYHbIX MaTONIOrMYeCcKnUx
COCTOAHUAX (HepasBuBalOLLMECH
bepeMeHHOCTHN, NATONMOMNA XPOMOCOM)
CYyLLEeCTBEHHO YMeHbLLAaeTCH.
3ameHeHna ero ypoBHen (Kak B
HOpMe, TaK U Mpu nartosrsiornn) donee
XapaktepHbl ana | TpumecTpa, 4yem
ONA NO3OgHUX CPOKOB.




B HacToduwee Bpema PAPP-A
ABMAETCS OOHUM M3 CaMbIX
N3yvyaembiX BUNOXMMUYECKUX MAPKEPOB,
KOTOpoMY npuaaeTcsa bonbLuoe
3Ha4YeHne npu opraHusauumn
npeHaTtaribHoro CKpMHMHra B pPaHHUE
CPOKN DepeMeHHOCTMN.




anbda-hetTonporenmH — 310 OEnNOoK,
CUHTE3NPYEMbIN SMOPUOHANbLHOW
Ne4YeHblo N XKENTOYHbIM MELLKOM CO
BTOporo tpumectpa. OH BbloensaeTrcs
B aMHMOTUYECKYIO XWUOKOCTb C
MOYOWN, 3aTEM BcacCbIBaeTca 4epes
nioaHble 000NOYKN B KPOBb
bepemeHHon. [locne poxaeHunsa ADI
ObICTPO CHWXAaeTcs B TedyeHue 1-ro
rooqa M OCTaeTCd Ha HU3KUX YPOBHAX
Ha NPOTAXEHUN BCEWU >KUIHMW.




HeKOHBIHOrMpoBaHHbLIA 3CTPUON —
OCHOBHOW 3CTpPOreH, npoayunpyembiv
3apogbllleM. Ero npealecTtBeHHUK
(aernapoanuaHgpocTepoHa cynbdar)
CUHTE3NpYyeTCca B Haano4yeyHuKax
nnoga, 3aTeM B MNeYeHwu
npeBpallaetTcs B 16-0-rmgpoKCcu—
aernapoanuaHgpocTepoHa cynb@ar wu
B niaueHTe B peaynbrate pdaga
KOHBEpPTAUUN — B ICTPUOI.




[lpon3BOACTBO HEKOHBLIOMMPOBAHHOMO
9CTpuosfia BedeT K MNporpeccupyto-
LLleMY MOBbILLEHNID MAaTEPUHCKOTIO

YPOBHA ropmoHa. CocTtaBnas TOMbKO

9% oT Bcex popmMm acTpuosra B
MaTEePUHCKOU CbIBOPOTKE, OH
Hanbonee ONM3KO oTpa)kaeT

doeTonnaLeHTapHOE NPoOn3BOACTBO.

MeTtabonusnpyetca HO ¢ nepuogom

nonypacnaga okomno 20 MUHVT,

noaBeprasicb B NeYeHU KOHbrorauum

c obpasoBaHMEM Cynb@dmaToB U

[MIOKYPOHUOOB.




OnTuManbHbIMXU MapKkepamun B
nepBoM TpUMecTpe OepeMeHHOCTU
ABNAOTCSA
beta-XI'4 n PAPP-A
KoMnnekcHaa oueHKa 3Tux
nokasarenem — Haunydwumnm w3
HaWOEeHHbIX K HacTosALleMy BPEMEHMU
Kputepun cuHapoma [layHa mexay
9-14 Hepenamu
(ypoBeHb APl [OoCcTOBEPHO HUXKeE,
yeM B HOpMe, a ypoBeHb beta-XI'4
BblLLIE HOPMBbI).




IamepeHne B MaTepUHCKOU
cbiBopoTKe Oeta-XI'Y Bmecte ¢ ADI
n HO npeacraBnder cobou
TPONHOMU TECT
N ABNAETCS BbICOKOIAEKTUBHbLIM
METOOOM CKPUHWHra psaa
XPOMOCOMHbIX abeppaumn (CUHOPOM
[NayHa, Tpncomms 18)

BO BTOPOM TPUMECTpPE
(ypoBeHb A®I1 n HO poctoBepHO
HUXe, YeM B HOpMeE, a YPOBEHb
beta-XI'Y BblLLIE HOPMBI).




COOTBETCTBME MOJSTYYEHHOIO pe3yrib-
TaTa U MeauaHbl, onpegeneHHon AOng
KOHKPETHOIO Ccpoka OepeMeHHOCTMH,
OAET KOIMMMUUNEHT OTKIIOHEHUA OT
vmegmnaHbl — MoM (the Multiple of the
Median).

AHann3d MoM aona PAPP-A, Oeta-
XY, APl n HO, gaHHbIX O recrta-
LUMoHHOM Bo3pacte (Y3W), Bo3pacrTe,
BECE N pace MaTepu, XPOMOCOMHbIX
aHOManmsiXx M comMaTu4veckux 3abo-
neBaHUAx bepemMeHHOW onpeaenser
YPOBEHb MAaTEPUHCKOro pucKa.




[MlpotenH S100 - 3to Oenok cC
HU3KONM MM, KOTOPbLIN MPUCYTCTBYET
BO MHOIMMX TKaHAX OpraHu3ma.
[eHeTn4eckmmn Koo dToro oernka
3aperncTpmpoBaH B AONMMHHOM MJieye
21-1 XpOMOCOMbI, KOTOpas OTBEYAET 3a
doeHoTUNMYeCcKme NpPoABIeHUS
cuHgpoma [ayHa (npu 3TOM
KoHUeHTpaunua S100 B KpoBwu nnona
pPe3Ko BO3pacTaerT).




lccnenooBaHuUa nocneaHux net
aokasanum, YTo CTaTUCTUYECKU
OOCTOBEPHOWN pPa3HWULIbI B KONMUYECTBE
S100 B KpoBM MaTeEpU MNpwu
zgopoBoM nnoge un nnoge ¢ CI He
CYLLIECTBYET.
CaenaHo npegnonoxeHmne, 4yto S100
He npoxoauT nnaueHTapHbIn bapbep
N NOSTOMY KPOBb MaTepu HE MOXKET
ObiTb UCMOSIb30BaHa B KayecTBe
mapkepa CL.




IHnarHocTnka peduuunTta

C,,-'mapokcunassl

(Hanbonee 4yacTto BCTpevarOLUUCA
cbepMeHTaTUBHbLIN OedeKT
ctepouporeHesa; >90%)

®epmenT rnagkon AMNC - P450 .21
YyacTByeT B CUHTE3e MUHepano-

N FMIOKOKOPTUKOMOOB

(creponpos C21)




Bbicokas cTeneHb roMosiormm reHa wu
ncebOoreHa, Haxogdawuxca B Heno-
CpeOCTBEHHOU OM30CTU, CNOCODCTBYET
HepeLUnnpPoOKHOMY CcnapuBaHUIO W
HepaBHOMY KPOCCUHIOBEPY MeXay
CECTPUHCKUMU XpomMaTmgamum B MEUO3E,
4YTO NPUBOAUT K FreHHOU KOHBEpPCUK
(mepemMmeweHUO y4acmka akKmugHOo20
2eHa Ha rcee0o2eH) vnun aeneuuu.

Tunbl mytaumm B reHe CYP21A2:
neneunn — okono 40%
reHHass KoHBepcus — 20%
TOYKOBbIE MyTauumn — 25%.




Mytauum B reHe CYP 21A2
n cdopmbl BAKH

3aMeHbl
3ameHbI AK,
HykneotupgoB, ®opma BAOKH
rioKkanusauus
rioKkanusauus

Eln 318 Stop) nokyc 1996 contTepsitowas

lle 172 Asn nokyc 1100 BupunbHas
Val 281 Leu nokyc 1685 Heknaccuyeckas

Pro 30 Leu nokyc 89 Heknaccu4yeckas

Pro 453 Ser nokyc 2580 Heknaccu4yeckas




HeoHaTa/ibHbIM CKPUHUHI

aemvuumta P450 21

OnpegeneHue 17-rmapoKCUMnporecTepoHa U3 nNATHa KPOBK Ha
dunbTPOBansLHOM bymare

Llenk:
[oknuHu4eckoe BbisiBneHue gedpuuura 21-ruapokcunasbl
[peaynpexaeHue ConbTeparLLero Kpusa

BbigBneHue cny4aes NOXHOMo XXEHCKOro
repmadppoanuTUma




MynbTUCTEPOMAHLIA aHANU3

[opmoOH Copnepxanue  Hopma
21-[lesokcukopTuon 10,4 1,1-5,0 HMONL/N
11- Jeaokcukoptraon 9,01 1-7.9 HMOnb/N
17-OH-perHeHonoH 46,65 0-10.5 HMONb/N
17-OH-l1porecTepoH 39,3 0.27-9.08 HMONL/N
AHAPOCTEHAUOH 4,36 0.5-3.2 HMONL/N
Koptmaon 144 150-650 HMONb/N
KopTukoCTepoH o4 3.8-66.5 HMONL/N
lMNporecrepoH 2,07 0-3.0 HMonb/n

TecTocTepoH 0,96 0.2-1.0 HMONL/N




IInarHocTKka Hea4oOCTaTOYHOCTU

C21-ruppokKkcunasbl
(fpoba ¢ cuHakTeHom — '2*AKTT)

CopoepxaHune 17-rugpoKkcunporectepoHa
yepe3 60 MMH nocne BBeOEHUA B HOPME
He npeBbilaeT 1 Mkr%.

Y 00nbHbIX C Kiaccu4veckoun cpopmon
BOKH koHueHTpauus 17-
rmapoKcunporecTtepoHa pPesko
yBennumBaeTcs (Bbile 25-50 mkr%) Ha
dooHe HE3HAYUTENMbHOIo MOBbLILLEHUS
KOHLUEHTpaLuun cBoOoagHOro KopTm3ona.




IInarHocTKka Hea4oOCTaTOYHOCTU

C21-ruppokKkcunasbl
(fpoba ¢ cuHakTeHom — '2*AKTT)

Y OOrbHbIX C HEKNacCU4YeCKou unu
nosgHen cdopmou cuHapoma BOAKH
KOHUEeHTpauua 17-rugpoKkcunporectepoHa
B KPOBW Mocrfie CTUMynauun, Kak
npaBuro, He npesBbillaetr 15 mkr%.
[narHoctnyeckyto LIEHHOCTb UMEET
COOTHOLLUEHUE KOHLEeHTpauun 17-
rmgpokcunporectepoHa kK NOKC — npwu
nedpununte 21-rmgpokcunasbl Bcerga >12!































POYHKLNA
YINMEBOAOB
1. EHEPIETUYECKAAS
2. CTPYKTYPHAA
3. 3AUINTHASA
4. BUOCMHTETMN4YECKASA
5. PEINYJIATOPHAAS

6. KOMYHUKATUNBHAASA
7. TOMEOCTATMYHECKASA




AJIAKTA3SUA
TUNMOJIAKTASUA
PacnpocTpaHeHHOCTb JTaKTa3HOWU

HeAOCTaTO4YHOCTU Y B3POCTIbIX:
LBeuna, DaHna — 3%:

OunHnaHaua, Leenuapua, Poccus,
YkpanHa — 16%; AHmuna — 30%;
bpaHumna, Utanusa, MNoeumna — 40%;
cTpaHbl KOro-BoctouHon A3umn u
acpo-amepukaHubl — >80% (!)




KJIACCUOUKALMA NAKTA3HOU

2. BTOpyyHasa — CHUXKeHue
AKTUBHOCTU JiaKTa3bl,
CBsi3aHHOEe C noBpeXxae-

HUEeM >HTepoLuMTa:
— KULUEeYHble UH@eKuUun
— BOCNanuTernbHble MNpoueccbl U

aTpodonyeckme U3MeHeHUs B KU-
LUeYHUKe




KJINHUKA AJIAKTASUN

— OCMOTUYecKasa auapes nocne
npuemMma cogepXalmx JnakTosy
NPOAYKTOB (4YacTbIW, XUOKUN, Ne-
HUCTbLIK CTyn C KUCNbIM 3ana-
XOM), Aeruvapartauus

— 00onMn B XXMUBOTE, METEOPU3M,
becrnokomcTtBo pebeHka nocne
npuemMma MoJsoka




FTAJIAKTOSEMUMA

NMPUYUANHDbI:
1. reHeTnuecknm gedekr

raslakto3o-1-cgocodar-
ypuaunntTpaHcdepasbl

2. reHeTuYeckmmn aedexkr
NMANaKTOKUHA3bi
3. reHeTn4YecKkum pedexrT

vypuanH-audocdo-
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CUMIITOMbI TAJTIAKTOSEMUN

HapyLwieHne ycBoeHua nuLu,
aonapes, PBOTAa,
pasBuBatloLLMecs BCKOpe
nocne poxaeHus.

[enaTomeranma,  Xenrtyxa,
acuuT; HapyLleHne no4ye4yHou
KaHanbLe-BOU PYHKL MU
(rnMHoKO3ypuUs 7
aMuHoauunaypus).




he—Or0

NMPUYUNHDI:
1. reHeTnueckumn pgedexkr

PpyKTO030-1-pocodaT-

aJibA0Jia3bl
2. CHHYKeéHUe aKTUBHOCTMH

¢dpykT030-1,6-Ancbocdar-
a/ibos1a3bl
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OANPOCOAT
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CUMIITOMbI OPYKTO3EMUN

AHopeKcusa, pBoTa (nocie e6eede-
HUsa npuxkopma), TMNOTPOdUSA;
[enaTomMeranusa, Xxenrtyxa;
AMUHoauunaypus, MennTypus;
anbOyMMHYpPUA, r’MNOrfinKeMus.
Y cTtapwumx geteu runo-
rmukemuyeckue cocrtosHus (!):
pe3kaa OnegHOCTb KOXW, BS-
NNOCTb, MNOTNIUBOCTb, FUMNOTOHMA,
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CEKTP AEWCTBMA T/IIOKATOHA

VIHMbnpyeT Boe oddekTbl
MHCY-NNHA

YCKOp4erT:

NpPoOTEeonn3,  MUKOreHornms,
[MH0-KOHEOreHes

TopmMo3nT cuHTE3  Oernka
(Npo-ayKTbl pacnaga ©6enkos
NCMOSb-3YIOTCS B
[MIOKOHEeoreHese)




Npu 6onee anutTenbHOM rosio-
AAHUN aKTUBUPYETCS
TMMNO®U3APHO-TMNOTAJIAMO-
HAANMOYEYHNKOBAA CUCTEMA

COMAaTOTPOMHbLIN TOPMOH,
KOpTUKoCcTepouabl
aJpeHanvH

YcKkopsieTcsa:
nunonna  ([3-okmcneHwue
XXUPHbIX KUCNOT); XUPbI - —

PRy B B A I B B A &2 y _94. J7_9W _ .9




NMATOJIOTNYHECKME NVYTH

METABOJIUSMA [J1THOKO3bl

[ nneprnukemMmms

MN30bITOK cynepokcua-
paanKanos

OkncnmntenbHas

aKTuBauus

nonumepassbl
NnoNaaeHO3VH-
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METO/bl ONPEAEJIEHUA
NMIOKO3bI

OEPMEHTATVBHbBIE
(rMOKO30KCMaa3HbIN METO)

PEOYKTOMETPNYECKUE

(BOCTaAHHOBNEHNE

MeTansnoB)
KOJIOPUMETPNYECKHNE

(OKpaLLEeHHble MNDOOVKTHI




NMIOKO30TOJIEPAHTHBIE TECTDI

nepopanbHbIN
(TpexaHeBHasa aveTta — no
150 r rnoKo3bI/CcyT; 75T

[F1FOKO3bl B CTakaHe Tennoro
yas)

BHYTPUBEHHbIW
(TpexaHeBHasa aveTta — no
150 r rmoko3bl/cvT: 25%




Fmioxosa, smr/on NMonoxe S0 ner
250

225 —

200 ==

175 — CoMHUTENL-

Hoi I'T1

150 —

125 - <
HopmanoHbIM

rTr

‘_

100 - 100

75

50 —

25 -

|
|
|
|
|
n
|
I
l

Qiokssoep oo

120 Bpemsa, MmuH



CaxapHbin gunaber
AOCTOBEepeH
Nnpyv YPOBHE IJ1IOKO3bl:
HaToOLlaK —
6onee 7,2 MMoOnb/n
M yepe3 2 yaca nocrne
Harpy3kKku —
6onee 11 MmMmonb/n




HAPYLWWEHUA OBMEHA
NONNCAXAPUAOB
(BOJIE3HW HAKOI/IEHMSI)

[ TINKOTIMEHOS3bI
MYKONOJINCAXAPULO3

bl
FJ'II/IKOJ'II/II'II/ID,OSI:I




bonesHb [TOMI1E

(HEQOCTATOHHOCTb
anbda-1,4-rMOKO3NIA3bI)

bonesHb POPBCA-KOPHU

(HEQOCTATOHHOCTDb

AMUNJTIO-1,6-T TIOKO3NLOAIbI
n ) anb@a-D-IMMHKOKAHO-
TPAHCOEPASIDI




TPHITIFOKO30-

AEERCC T ETTEL TPAHCPEPASA
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WHTEr pHpOBaH
HblE MeMDpaH-

BHetneroyHoe
HTONNA3MATK-

MKonKNKa NPOCTPAHCTBO

[NMKDONpOTE
neowd epuyec-

dhocdonunua
DpaH-

HbIH Denok

YECKDE

NPOCTPaHCTBO




