mxung g 1 EAETHMECRKROE
CKPUHUPOBAHME.
NPEHATAJIbHAS
OUATHOCTUKA
HACNEOCTBEHHbIX U
BPOXXOEHHbIX MOPOKOB
PA3BUTUS



Ienemuueckutli CKpUHUH2 AABJISIETCA OJHOM U3
PA3HOBUAHOCTEN MOMYJIALMOHHOTO
CKPUHUWHTA, KOTOPbIA LIMPOKO WCIIOIb3YeTCs B
NPAaKTUY€CKOM 3PaBOOXPAHEHUH.

[IpuMepoM MOXKeT CIY;KUTh 00sI3aTeTbHOE
rrooporpadpuideckoe oo0cIeOBaHAE C IIETHIO
BBISIBJIEHUS PAaHHUX POPM TyOepKy/iesa
JIETKUX WIN TPOPHIaKTHIECKOoe
00cC/IeIOBaHHE BCEX YKeHIIUH /IJIsI BbISIBJI€HUS
PAaHHUX CTAAUU PaKa MOJIOYHOM KeJie3bl.



Tememuueckuili CKpUHUHZ —
BBISABJIEHHE B ITOITY/IAI[UH JIHIL C
onpeaeleHHbIM reHOTUIIOM, KOTOPbIX
060 00YyC/IOBINBaeT 3a00/1eBaHHe
WJTH IIpeAPaCIIOjIaraeT K
BO3HUKHOBEHUIO 3a00/IeBaHUIO, TN00
MOXKET 00yCJIOBUTH (OPMHUPOBAHHE
00JIe3HH y IOTOMCTBA.



OCHOBHbIe APUHUUMNBI 2eHEMU4Y€CKO20
CKPUHUH2a

1) 3a00/1eBaHHE JO/DKHO OBITH TAKEIBIM
(MHBATUAU3UPYIOIINM) M [OCTATOYHO YaCTHIM B
MOMYASAIUH, TaK, YTOOBI MI0/Ib3a OT MPUMEeHEHUA
IMpOrpaMMbl CKpUHHHTA ObLIa BhIIIIE, YeM ero IieHa,
3aTpavyeHHas Ha ee MCIIOTHeHHe; KITMHUYeCKOe TeUeHHe
3a00/IeBaHUS JO/DKHO OBITh XOPOIIO U3YY€HO;

2) MeTOABI BHISAABI€HHUSA 00/I€3HH, NCIIOIb3yeMbIe [P
CKPHMHHHTIE, He JO/DKHBI JaBaTh JIOXKHOOTPHUIIATE TbHbBIX
PE3YIbTAaTOB U AO/DKHBI OBITh MPOCTHIMHU B MCIIOTHEHUH,
TO €CTh, METOAbI TOKHDBI OBITHh BA/IUTHBIMU
(000OCHOBAHHBIMMU );

3) K MOMEHTY Ha4yaJ/la CKpUHHHIA KO/DKHBI ObITH
paspaboTaHbl 3P PeKTUBHBIE METOABI TeYeHUS
BBISIB/ISIEMOTO 3a00/1eBaHHUs.



TaHHbIe MPUHIIUIIBI CKPHHHUHTA XOPOIIIO
BBITMIOJTHAIOTCS IIPY CKPUHUHTE Ha HEKOTOPbIe
HacnedcmeeHHble 6oae3HuU 06 MeHa seuwecme 8cex
HOB0OPO0X¥COEeHHbIX B TMOMY/TALNU:

OKY,

TUIOTEPHO3 ,
aipeHO-TeHUTAIbHBIA CHHIPOM;
MYKOBHCIIU/I03;

rajakro3eMus (He BO BCeX CTPaHax).
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CKPpUHUH2a B KaXKaowu nonynsaumnu
TpedyeT 60NbLLUOU

noaroToBUTENIbHOU PaboThl,
npepycMmatpuBalroLwen oobyyeHue
He TOJIbKO NnepcoHana,
y4yacTBYHKOLLUEro B CKPUHUHIe, HO U
HacerleHUs, TaK KaK CKPUHUHTI
Bcerga npoBoAAT AOOPOBONbLHO.



CymecTByeT enie ogHa pa3HOBUAHOCTH
TéeHeTU4YeCKOTO CKPUHUHTA, IPH
KOTOPO¥ BBISABIASTIOTCS T€HOTHIIHI,
KOTOpPbIE€ MOTYT OOYC/IOBUTH
BO3HUKHOBEHHE HaCJIeACTBEHHOTO
3a00/IeBaHHUSA Y IOTOMCTBa.

JTO OOHapy’KeHHe reTepOo3uroTHHBIX
HOCUTE/Ie MYTAaHTHBIX T€HOB, TAKOU
CKPUHUHT NPOBOJASAT B MOMY/JISLUAAX, B
KOTOPBIX C BBICOKOM YaCTOTOU
BCTpEYAeTCs OonpeneleHHOoe
HaCJIeJCTBEHHOe 3a00IeBaHue.



B-manaccemus
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»»»»»»» anaccemus

Erythroblast a thalassemia

Excess [3 chains /

B hemichromes

B thalassemia | ™

Excess a chains

Thalassemia Chromosome Genetic error
Alpha 16 Deletions
Beta 1-1: Mutations

a hemichromes



*BriepBbie CKPUHHUHT TeTepO3UTOTHHBIX
HOCHTEe/Ie¥ ObLJI HAYaT B HEKOTOPBIX
MOMY/IAIUAX egpees aulkeHa3u, B KOTOPBIX C
BBICOKOM 9aCTOTOM BCTpedasach 6o.1ie3Hb Tes-
Cakca, unu GM2-zanz2auo3udo3 (4acrora 1:3600
HOBOPOXXIE€HHBIX);

* CKPpUHHUHT Ha 2emepo3u20mHoe HOCUMmeJabCmaeo
cepnoeuodHoO-KJ1emo4HOol aHemMuu MMIPOBOJAT B
appo-amepukanckux nomyasuuax CIIIA u Kyoe
(1:600 HOBOPOXKTEHHBIX).



OpgHaKo caMoe IMHUPOKOe PAaCIIPOCTPAHEHUE
MOJTyYNUJI CKPUHHUHT T€TEePO3UTOT No f3-
manaccemuu (HeIOCTATOYHBIA cunme3s B-ueneti
MMPUBOJUT K NU30BITOYHOMY 06pa3zoeaHuto «-ueneii,
IIPH 3TOM 00pa3yeTcsa HeCTaOMIbHBIN
reMOI/IOOMH, KOTOPBIH MPEeIUITUTUPYET U
BBHINIA/IA€T B DPUTPOIUTAX B BU/IE Te/lell
BKJIIOYE€HUSI, TAKHE SPUTPOLUTHI OBICTPO
Pa3spyLIAIOTCA X TEMOJIU3UPYIOTCA).



/JaHHBIV CKDPUHUHT IPOBOAAT BO MHOTHUX CTPAaHAX
cpeanseMHOMOPbsa 1 Ha KyOe (1:3600
HOBOPOXXAeHHbIX B Utamuu, [pennn, na Kunpe).
B HacTos11Iee BpemMa 411 CKDUHHUHTA
reTepoO3uroTHBIX HOCUTE/Ie MyTallui BO BCeX
YKa3aHHBIX reHaX ucnoab3yrT Mmetoabl JIHK-
AVATHOCTUKU.



HapyuieHue cuHme3sa 2emMozsiobuHa:

« Tanaccemus
(CpeanseMHoMOpCcKasi
aHeEMWS) MPOSBIIFAETCH
aHeMuen (ManokpoBum
"aM) pasfinyHoOU CTENEHU
TSXKECTU, Kak npaBusio,
NOBbILLIEHHBIM
COAEpPXXaHNEM Kefe3a B
opraHu3mMe, yBesrim4eHnem
NeYeHN 1 CeneseHKN..




[MpenapaTtb! KpoBU OONbHLIX C B-Mmasiaccemueu










BeisiBTeHue reTrepo3uroTHbIX HOCUTE/IeU Hac/leACTBeHHBIX
3a060/1€eBaHUA OOBIYHO IMTPOBOAAT Y HIKOABHUKOB, U BCE
OOHapY)KeHHbIE€ HOCUTETH COCTABISIOT JUCITAHCEPHYIO
rpynily peruOHaJIbHOM MeUKO-TeHeTU4YeCKOu
KOHCY/IBTAllUU WUIH LHEeHTPpa.

[Tpu 3axTI09eHUH OpaKa Medxcdy 2emepo3u2omHbIMU
HOCUMeNAMU CeMbSI MOYKET OOPATUTHCSA 3a KOHCY/IbTaljuei
B MI'll 1 ocymiecTBUTH IPEHATAIBHYIO JUATHOCTUKY
COOTBETCTBYIOIIEro 3a00/1eBaHUA Y TIOA BO BpeMs
Ka)KA0M OepeMeHHOCTH.

XOpo1I0 OPraHU30BaHHBIN CKPUHUHT reTepO3UTrOTHOTIO
HOCHUTE/IbCTBA U MOC/IeAYIOIUA MOHUTOPUHT CEMbU
SIB/ISIETCS Ype3BbIYaifHO 3P PeKTUBHBIMU B CHIDKEHUU
YaCcTOTHI 3a00/1€BAaHUS B TOMY/IAIHH.

Hanpumep, Ha Kunpe u Ky6e, rae vacrora f-manaccemuu
yMeHBIIUJIach 001ee 4eM Ha 90% ¥ MoAgePIKUBAETCsI Ha
OYeHb HU3KOM YPOBHE 3a CYeT TeX ceMeu, KOTopble
OTKa3a/IUCh OT IPEHATAJIBHOM JUATHOCTUKMU.



MykoBucumnaos



CkpuHuH2 Ha 2emepo3u20iMHOe HOCUMEAbCIMEO
Mymauuti B onipeJe/IieHHBIX TeHaX TpeOyeT ele 6oee
cepbe3HOi MOATOTOBKHY MONMY/IAIMHU K €ero IMpoBeIe HUIO
IIJISI TOTO, YTOOBI N30€KaTh CTUTMAaTHU3allu !
reTepOo3UroT, BhIABI€HHBIX BO BpeMs CKPpUHUHTA, U JJIs
o0onee 3¢pPpexTuBHOM padboTsl MI'l] c 0OHaApY)KEeHHBIMU
HOCHUTE/ISIMH.

Hepeako mexay BbIsiBI€HUEM HOCUTEIS U
IMpoBeJeHueM IMMPeHATATbHON TUATHOCTUKH
HACJIeICTBEHHOTO 3a00/IeBaHUA B €T0 CEMbe MOYKeT
MMPOUTH leCATHIETHE WIN 00JIbllie, YTO TpeoyeT
oco0oro moaxoaa B padore MI'1I.



CxkpyHu TOTHOE HOCUTEIbCTBO /
00eHHO 3¢ PeKTHBEeH B Tex CIydasX, Korjaa

HacCJIeICTBEeHHOe 3a00/1eBaHNE He TOThKO YacTO
BCTPEYaeTcs B MONMY/ISu, HO BHI3bIBACTCSA
HeOOJIBIINM YU CJIOM MYTAallHii B COOTBETCTBYIOIIEM
reHe.

B AHT/IMM HAaYa/ICA MPOOHBIN CKPUHUHT HA
BBISIB/IEHUE TeTePO3UTOTHBIX HOCUTE/Ne MyTalluH
A-F508, 94TO onnpaBAaHO BBICOKOM YaCTOTOU 3TOU
MyTallii, KOTOpasa Bcrpedaercs B 80% ciydyaen
MyKOo8UCUUJ03d IPH YaCTOTe 3a00/IeBAaHUA 1:2500
HOBOPOXXJEHHBIX.
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Myxkoeucuudos(kucro3ubiii pruopos) = AP 6o/e3Hb; B
OCHOBeE ITaTOreHe3a KOTOPOH Ie)KUT HapylIeHrue
Tpancnopra noHoB Cl u Na yepe3s Ki1rerouHble MEMOpPaHBI.

[TaTorenes 60/1e3HU 00YC/IOBJIEH TE€M, YTO IPHU OTCYTCTBUH
CHMHTEe3a MePBUYHOTIO MPOAYKTAa reHa Hapyuwaemcs
mpaHcnopm xJ10pudoeé B SMMUTETHATBHBIX KJIeTKaX, YTO
IMIPUBOJUT K U30BITOYHOMY BbIBEI€HHUIO XJIOPH/IOB,
BCJIeICTBHE YE€T0 MPOUCXOIUT TUIIePCeKPerus I'yCTOM
C/JIN3H B KJIETKAX SHAOKPUHHOM YaCTH MOIHKETYyTOIHOM
)KeJie3bl, SITUTe/TNU OPOHXO0B, can3ucToit 06omouku XKKT.

[TogoOHbIe MpoIecchl Pa3BUBAIOTCA B MPUAATOYHBIX
Ma3yxax, B KAHAJIbLIaX CECMEHHUKOB; B IOTOBOM XUAKOCTH
MoBbINIeHAa KOHIeHTpauusa noHOB Na u Cl, uyro u siBnsieTcs
OCHOBHBIM THAaIrHOCTUY€CKHUM TE€CTOM.

[IpoBoauTs NcciegoBanue Ha MB He0oOX0aMMO B epBbIii
MeCAIl JKU3HU WIN He IPOBOAUTH BOOOIIIe.



nposBneHua

yKoBMCLMA03a

Cruzb Gnokupyer
AbiXaTenbHbie Ny /-

Cnu3b Gnokupyer npoTok
NOMKENYAOUHOIA Xene3bl

Kenymok

DIKENYAOUHAA
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Nérkue NoMKenyA0UHOR
Kenesbl
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mU

/Ha‘-II/IHaETC}I y>Ke MpH
o0oCTpeHnHu 00JIe3HU, KOTOpOoe
Paco3HaeTCsa KINHUYECKH.

IIpo2Ho3 MB 6e3 neyeHun
HeOIaroNnpHUATHHIH, ceyac
onaroaapsa 3P PpeKTUBHOM
AHTUOMOTHKOTEpaIuu,
peryasipHOMY JIaBa)Ky
OPOHXO0JIETOYHOM CHCTEMBI,
CACTEMAaTHIECKOMY
IIPHUMEHEeHUIO
IMUIeBaPUTEIbHBIX
depmeHTOB
MIPOAO/DKATETbHOCTD )KU3HU
OOJIBHBIX JOCTUTAET 8 CpedHeM
30 aem.




eHeTuKa MB n3ydyeHna

xopouo, reH MB
JIOKA/IM30BaH HA 7
XpOMOcCOMe 6 pe2uoHe
g31-32, ero pasmep
COCTABJISAET 250 000 Map
OCHOBAaHUM, reH BKJIIOYaeT
27 3K30HOB. MOJIeKyJISIpHO-
reHeTU4YecKas
auarHocTuka MB u
HOCHUTE/IbCTBA
COOTBETCTBYHOLIEro reHa
BO3MOXXKHA s

OO/JIBPIIMHCTBA MYTAaL[Mii HA
ocHose I111P.

© IlpenaranbHas
AuarHocTuka MB Boiia B
IIWPOKYIO MPAKTHUKY B
Poccun (MockBe, CaHKT-
[TerepOypre, Tomcke).



MyYKOBUCIII03

Camoe pacnpocTpaHéHHOoe cpeau U3BECTHbIX Hac/eacTBEHHbIX 3aboneBaHuii

Y7o Takoe mykosucuunos (MB)

MB — Heusneummasn 6onesHb,

KOTOPYIO HeNnb3s Ha3biBaTb CMEpPTE/ibHOW,
Tak Kak Nnpu perynsipHown noanepxke
NPOAOC/KUTENBHOCTb XXM3HU

MOXET ObITb BbICOKOM

MpuunHa — gedekT reHa, oTseyarwero
3@ TPaHCNOPT MOHOB HaTpuUsa U Xiopa
yepes KIeToYHyo MmeMbpaHy
Moanepixxka 60nbHBIX — 3TO CHATHUE
CUMIMTOMOB, HoOpManu3auus COCTOSSHUSA
ONsi NONHOLLEHHOM XXU3HMU

Jleuenme u noane PXKKa

CTroMMOCTb NOAAEPIKKM
6onbHoro (Teic. pyb. B Mecsau)

“| 60-100.

] 120-150.

OT Yyero 3aBUCHUT CTOMMOCTL NIe4HEeHUnA

m Bospacrt 6onbHoOro (C BO3pacrom
K ocHOBHOMY 3abonesaHuio
nobasnaoTcs OCNOXHEHUs)

B PervoH npoXxuBaHus (HY>XHbiX
npenapatos NM60 HET B HanU4um,
nubo BLINUCHIBAIOT UX MeHee
3¢ dexTUBHbIE aHanoru)

m dDopMa u TeYeHUEe OCHOBHOTO
3aboneBarus

Kak nepepaérca MB

i

\

)

=, -

1 i : ]

980

= 3p0poB

Hocutensb B boneH

BEepOoATHOCTL 3abonesaHuna pebeHka
0 3A0POBbLIX POAMUTENEHN,
0 ABNAOUWMXCH HOCUTENSMM

noBpeXAeHHOro reHa

BbnarorsopurtenbHbie doHAbI

«MNomoru.opr»
«OcTposa»
«Co3upaHue»
«lNpenarnue»
«Bo MM XKU3HU»

«Tenno cepaeu» (nporpamma «Kucnopopn»)

O6nacTu nopaxeHus

m Bo Bcex opraHax, KOTopbie BbiAensoT
CU3b, CKanauBaeTcs rycroe,
BSI3KOE COAEPXMMOE, ero BbiBEAeHUe
3aTpynHEeHo

m [1pu MB pasnuuHbiM 3aboneBaHusm
MOXXeT 6bITb NoaBepXXeHO BOoNbLMHCTBO
opraHos

® MB Bbi3biBaeT orcraBaHue
B pPOCTe, HeXBaTKy BUTAaMMUHOB
A,D,E,K ugp.

OcHoBHble Npo6neMsl, C KOTOPbIMM
cTankuBarwTcsa 6onbHbIE

m JinarHocruka: permoHanbHble npoﬁneMu
U CHMOKEHME NPOAOIDKUTENIBHOCTU XU3HMU

m JleuebHoe nuTaHue, peabunuraumoHHoe
obopynoBaHue He Bcerga AOoCTYMHbI

®m Het cucrembl npea- 1 nocne-
onepauuMoHHOK noaaepXku 60nbHbIX

®m Hert gocraTto4HOro onbiTa
B TpaHcnnaHtonoruu npu MB

m Het pecypca ons segeHus
6epeMeHHOCTU NauMUeHTOB, OTCYTCTBYET
nopaepXka ux ceMeu C AeTbMu

m OtcyrcrBue pegepanbHOro ueHTpa
ang 6onbHbix 18+

m [loporocrosiuiue npenapartb TpyaHO
nony4uts BecrnnatHo

m [lpobnema nonyyeHus U CHATUSA
MHBaNMOHOCTK AN BonbHbIX



OTeny MarTe
HOCHMTEeNb HOCHMTEenk

PebeHoK
onsHOKM MB

PebeHOoK
>z reHa MB

PeberHok PebeHoK
HOCHMTEeNkb '







NPEHATAJIBHAA OUATHOCTUKA
HACJIEQCTBEHHbBIX U
BPOXOEHHbIX TOPOKOB
PA3BUTUA






Maccoeoe yrbompa3eykoeoe
ob6canedosaHue 6epemeHHbIX




B 1972 rogy 6bLJIO YCTAHOB/IEHO, YTO NIPH
OepeMeHHOCTH TUI0A0M C AeeKTOM HepBHOM
TpyOKu (aHdHIIepaaHA, OTKPHITasA CHHHHOMO3TOBas
IPbDKa) B CBIBOPOTKE KPOBM )KE€HIINH Ha 16-ii
HeJe/le 0epeMeHHOCTH OOHapPy)KUBaeTC s
MOBBIIEHHOE COoieP)KaHue o-fhemonpomeuHa,
OeJIKa, KOTOPHIH BbIPa0AaThIBAETCA MEeYEHbI0 IUI0a
U IPOHUKAeT Yepe3 IUIAIeHTAaPHBIN 0apbhep B KPOBb
MaTepH.

IIpu gedpexkTax HEpBHOM TPYOKM Yy IJIOA -
¢hemonpomeuH MoNagaeT N3 CHIMHHOMO3TOBOTO
KaHa/Ila BaMHUOTHYECKYIO YKXUIKOCTh, a OTTYAA B
KPOBb MaTe€PH, YTO U ABISAETCA MIPUIHHOMN ero
MOBBIIIEHHOTO COAEPIKAHUSA B CBIBOPOTKE KPOBH
OepeMeHHOM TaKUM ILIOZOM.
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coaepxaH ornpomeuHa B CbIBO
n bepemMeHHbIX HOpMasnbHbIM N0AO0M (2,5
MoM) n nnogom ¢ aedpeKToM HepBHOU TPYOKMU
nepeKkpbIBarOTCA.




B pe3yiabTaTe TeCT Ha MOBBIIIEeHHOE COAEePYKaHNe (-
¢pemonpomeuHa He ABAsIeTCA HA 100%
YYBCTBUTEJIbHBIM, HH 100% criennupuIHbIM (YPOBEHbD (-
¢pemonpomeuHa MOXKeT MOBBIIIATHCSA NP
OM3HEIOBBIX OepeMeHHOCTAX, MoC/Ie MeTUITHHCKUX
a0bopTOB, pu AedeKTax nepegHer OPIOITHON CTEeHKH Y
IUIOZA), IIO3TOMY 2,5 KPaTHOE YBe/In4YeHH e KOJTUnYeCTBa
o-hemonpomeuHa B CBIBOPOTKE KPOBU 6epeMeHHOM 1o
CPAaBHEHHIO CO 3HAQUeHNeM MeJAuaHbI /IJIs
pacrnpeeneHus COAep KaHUus -hemonpomeuHa B
CHIBOPOTKE KPOBM JKEHIIUH C AaHAJIOTUIHBIM CPOKOM
OepeMeHHOCTH HOPMaJIbHBIM ILIOZIOM (2,5 MoM)
SIB/ISIETCS OCHOBAaHWEM OTHECTH TAaKYyI0 0epeMeHHYIO B
IPYIITy MOBBIIIEHHOTO PYCKa U PEKOMEHI0BaTh JIJIs
MpOBeJAeHUs APYTUX UCC/IeOBAHUM, B YaCTHOCTH,
amMHuoueHmesd.



CopepxaHue ag-¢pemonpomeuna MeHsI€TCA B CBIBOPOTKe
KpPOBHY OepeMeHHbIX He TOJIbKO NpuAedeKTaX HepBHOM
TPYOKH TUTOZQ, HO ¥ TOTAA, KOTAQ Y TJIoZa eCTh 60/1e3Hb
JayHna (cHmKeHUe -hemonpomeura y MaTepu Ao 0,75
MoM). Bo MHOrHX cTpaHaxX MHpPA MPUHAT TPOMHOM TECT
o cuHApoMmy /layHa: onpesesieHre B CbIBOPOTKE KPOBH
OepeMeHHOM Ha 15-19-i HeJle/ie 0epeMeHHOCTH TpeX
0eJIKOB, UMEIOIINX IJIOZHOE MIPOUCXOXKAEHUE - -
¢pemonpomeuna (APII), B-ueneii xopuoHu4ecko20
coHadomponuna (XI'9) v HeKOH®102UPOBAHHO20

acmpuoaa ().




XTI'Y v HD npoaAyYIUPYIOTCA TKAHAMHA IMJI0AQ, UX
KOHIeHTPAaIlus B ChIBOPOTKE KPOBU 0€peMeHHOM
MeHseTCs MPHU HAJIMYNU Y TU1oga 0one3Hu /layHa: aToT
MOKa3aTe/ab IJIs1 HD CHYD)KaeTca 10 0,73 MoM, a XI''
MOBBILIAETCA B CpegHeM 10 2,05 MoM.

JTH TOPMOHBI He 00/IaJaI0T BBICOKOM
YYBCTBUTEIBHOCTHIO U CIeUPUIHOCTHIO, OFTHAKO
CYMMAapHO 3TH TPH CBIBOPOTOYHBIX paKTOpa
MO3BOJISIIOT BBISIBIATH A0 60% 11040B € 60/Ie3HBIO
JayHa.

CkpunuHTr npoBoaurcs Bo IlI rpumectpe
OepeMeHHOCTH, OH MOJIYYH/] Ha3BaHHE «TPOMHOM TeCT»
WA «OMOXUMHUYeCKU CKPUHUHT Ha cCMHAPOM /layHa».

/17151 O@eHKY KOHLLeHTPALlUU BCeX TPEeX CbIBOPOTOYHBIX

MapKepPOB UCIOIb3YIOT UMMYHO(EepPMEeHTHBIN AaHATU3
(UPA).



B HacTosee BpeMss HeKOTOPbI€E TA00PATOPUH
MHUpa NepeluTd Ha OMOXUMHUYeCKU CKPUHHUHT C
e/ IbI0 BbI/Ie/IeHUs TPyl OepeMeHHBIX C pUCKOM
BO3HUKHOBeHUst 6oe3HM /layHa y iuroga co Il mHa I
TPUMeCTP OepeMeHHOCTH.

[Ipu ckpuHuHTe B | TpMecTpe OepeMeHHOCTH
HepeaKO BKJIIYAeTCsA aCCOLUUPOBAHHBIU C
OepeMeHHOCTHIO 0e10K A 11asMmbl KpoBu (PAPP-A).

[Ipu ckpuHUHTE Ha 10-1i Hedejle GepeMeHHOCTH
3TUX 4-X CBIBOPOTOYHBIX MapPKePOB, BhIABISE€MOCTb
MOPa’KeHHbIX 001e3HbI0 /layHa MI0g0B JOCTUTAET

77:47%6.



HucmpymeHmaabHbIM CKPUHUPYIOW UM MemodoM AJist
oOHapy keHHuA 00jie3Hu /layHa, ayTOCOMHBIX TPHCOMUIA,
BIIP saiBnsieTcs yabmpaseykoeoe uccaedoganue (Y3H).

IIpu Y3U nnoaa Ha 18-it Heene 0epeMeHHOCTH
PaKkTOpaMu prMCKAa XpOMOCOMHOM MATOJIOTHUH IJIOA
SIBJISAIOTCS: U3MEHEHUA NMPOBU30PHBIX OPraHOB IJIOAA
(IIameHThl), KOINYeCcTBAa aMHUOTHYE€CKOM YKUIKOCTH,
pa3/IMYHbIE MOPOKY PAa3BUTHUS M AHOMAJIMHA CaMOTO
1104a (IMOPOKHM cepAlia, XapaKTePHBbIE /I TPUCOMUH 13,
18, 21, KUCTO3HAsA rUI'POMa U BOASTHKA IIOJA,
XapaKTepHBbIe Jisl 3TUX )Ke TPUCOMUM U CUHAPOMA
IllepemeBckoro-ITepHepa, arpe3us yoaeHyM U CTOIA-
KaYa/IKQ, TANMAYHASA IPU TPUCOMUH 21, YKOPOYEeHUe
AJTAHHBIX TPYyOUYaThIX KOCTEH ).






B 1 rpumMecTpe OepeMeHHOCTH Y-3-MapKepOM AT
AMAarHOCTUKHU O00se3HM /layHa CIY)KHAT y8e1uieHHAn
wetiHasa ckaadka (MM BOPOTHUKOBOE MIPOCTPAHCTBO),
Ha/IMYMe KOTOPOU MO3BOJSAET 3all0J03PUTh HA/INYH e
0ose3nu /layHa B 70% ciydaes.

B KoMOMHALUK C CBIBOPOTOYHBIMHM MapKepaMu A Jis 1
TpUMecTpa 3TOT Y3-NpU3HaK XapaKTepeH AJisA 0ojiee
90% TI0A0B, MOPa)KeHHbIX 00JIe3HbIO /layHa.

Bce nmepeunciieHHbIe MPU3HAKU OAHO3HAYHO He
AMATHOCTUPYIOT 0oe3Hb /layHa niu gApyrue
XPOMOCOMHbBI€ abeppalnuu, a MO3BOJISET OTHECTH
OepeMeHHYIO B rpynny MOBBIIIEHHOTO PUCKA, YTOOBI
MPeJJI0KUTh CEMbe TUATHOCTUYECKYI0 HHBa3UBHYIO

npoueaypy.






Yavmpazeykoeaa duazHocmuka UCIIOIb3YeTCA 1 AIs
3HAYUTE/IbHOTO YK CJ/Ia BPOXKIE€HHBIX IIOPOKOB
pasBurusn (BIIP):

NMOPOKU pa3BUTUA HEPBHOU CUCTEMbI U Nnua
(aKkpaHusa u aHaHUedanus),

uedanouene (YepenHoO-MO3roBas rpbixa),
aHomanusa leHau-YoKepa (areHe3ns Mo3Xe4dkKa,
KMCTO3HOe pacLlumpeHue lY xxenyaodka n yBerin4yeHue
3agHeun YyepenHou AMKN),

MUKpouedanus,

areHe3msi MO30OSINCTOrO Tena,

KMCTbl COCYAQUCTOro CnsieTeHus,
rorionpo33Huedanua (HenosnHoe pasageneHue
nepeaHero Mo3ra v NOPOK cpeaHeu NMMHUK Nnua),
paclienvHa rybbl n Heba.




[lopoKku pa3BUTUA HEPBHON CUCTEMbLI U

nuua (aKkpaHua v aHaHuedanus)

piewrcesl” ianel su
MeONa it sax.
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CTbl Ha CUH YHa







MuazHocmuyecku o0bl:

amMHuoueHmes uiu KkKopooueHmes

6uoncusa 6O0PDCUHOK XOpUOHAa

npuueabHoe yabnpa3eykoeoe
ucciaedosaHue njaooda




__—— Yavmpaseykoeoe uccjedogaHue naoada

IlepBoe Y3H - 12 Hegensp
Bropoe Y3U -18 - 22 Hexenu
Tpetrse Y3HU - 33 - 34 Hegenu

IlepBoe Y3H - 12 Hegenb Bropoe Y3U -18 - 22 Tperbe Y3H - 33 -34
HeJ el HeJ el



Y3H opeatios 2pydHOil Kireinku 103BOIsAET BhIABIATH TAKHE
BIIP, kak BpokaeHHas suadparMajsbHas rpbhKa,
BPOXXJAE€HHBIN KUCTO3HO-3a/1eMaTO3HBIN IOPOK Pa3BUTUA
JIerKUX U T.[J.

Y3H cepdua: MHOTOYMC/IEHHBbIE U PA3HOOOPAa3HbIe MOPOKH
Pa3BUTHA cepAla: TMNOIUIA3UIO JIeBbIX OTAE/NIOB cepala,
TeTpagy Panno, TpaHCIO3ULUIO KPYITHBIX COCYAOB,
KOAQPKTALUIO 1 CTEHO3 A0PTHI.

Y3H xnc-km: arpe3uu (OTCYyTCTBHUE) Pa3sIUIHBIX OTAE/I0B JKKT,
MEKOHUWEeBbI! NIePUTOHUT.

Y3H onopHo-d8uzamenbHO20 annapamada: axOHAPOTILIA3UIO,
HeCOBePpLUIeHHbIN OCTeOreHes, KOCOJIanoCTh, areHe3uio
KpecTIia M ap.

Y3H mouenonoeolii cucmembl: areHe3UI0 MMOYEK,
MHPAHTWIBbHYIO (OPMY MOTUKUCTO3A MOYEK, ZU/IATALHIO
PA3/IMIHBIX OTAE/IOB MOUYEBbIBOAAIIE CHCTEMBI.



OnTuMaabHBIM 115 3P PEKTUBHOTO
WCnoab30BaHua Y3 B npeHaTaibHOM
OUATHOCTUKE BPOXKJAEHHOU U HAC/IeICTBEHHOM
MATOJIOTUH ABIASETCS OPraHnu3anus
ABYX3TAaIIHOTO Y3-CKPpUHUHIA:

Ha Nepeom 3mane BbISIBJIAIOTCSA IPyOble IOPOKH U
AHOMAJIMU PAa3BUTHUA MPOBU30PHBIX OPraHOB
IJI04a IMTPH MpoBeJeHuH Y3—CKPUHUHTA B
POAMIBHBIX JOMaX;

Ha emMoOpom — ipuLeabHasa auarHoctuka BIIP B
pamkax MI'K.

IIpoBegenue BToporo stana npu MI'K mo3Bosisier
pellnuThb BaXHBIA BONPOC AJIsi CEMbU, KAKOB
MOBTOPHBIN PUCK poXXaeHus aereu ¢ BIIP.

17151 3TOTr0 HY>XHO NIPOBECTU UHBA3UBHYIO
NMPEeHaTAJTbHYIO JUATHOCTUKY, A HE IPOCTO
nmpepBaTh 0epeMeHHOCTb.



JuazHocmuyeckue Memoohbi:

AMHUOUeHImMe3, UIU MPOKOJI IUVIOAHOTO MMYy3bIPs, C
L e/IbI0 MOJIy4YeHUS OKOJIOIUIOZHOM YXUAKOCTH U
HaXOAAIIUXCA B HEU CIYLIEHHBIX KJIETOK aMHUOHA
U TJIOJA MCITOJIB3YeTCs AJISl IPeHaTAJIbHOU
IUATrHOCTUKHY C HaYaJia 70-X TOJ0B.

JTa nmpolieAypa ocylileCcTBsIeTcs Ha 15-18 - Ui Hedene
OepeMeHHOCTH.

PHCK OC/IO)KHEeHHH TP aMHHUOIIeHTEe3€ MEHbIIIe,
yeM mpu xopuoouorncuu (0,2%).



HUOU€EHIme3 AC/IAI0T Y€PE3OPIIINNHHO 11O

P

KoHTpoJieM Y3H, 4TOOBI He MOBpEeAUTH IUIALIE€HTY, U3
AMHMOTUYECKOU MOJOCTH U3BJIEKAKT 8-10 MJI
XUJKOCTH.

Ultrasound equipment \ '
- e\ Amniocentesis
i ; '

Amniotic fluid
Fetus




OcHOBHBIM MarHOCTHYECKOTO MaTepHaia I u/

| WTW B
~~ TeueHme 2-4 HeJe/b ISl BHINOTHEHHUS K/IaCCHIECKOTO

IIMTOT€HeTUYEeCKOTO aHa/IN3a, U 0e3 KyIbTUBUPOBAHMS — IPH

nomomu I111P.




»
Y € 5 — 99k

,,/4 :
MeTOJ, BBIIIOTHAIOT o KoHTpoineM Y3U, nmpouenypy

MPOBOJST B CPOK C 18-1 MO 22-10 HEJEJTI0
o0epemenHOCTHU. OOpa3bl KPOBU SABIASIOTCSA
O00'beKTOM /IJIfA HUTOT€HEeTUIeCKUX, MOJTEKYTAPHO-
reHeTU4YeCKUX 1 OMOXUMHUYECKUX METOIOB
AUArHOCTHUKH HAaC/IeICTBeHHBIX 0OJIe3Hel.




KopdoueHnmes NCIioab3yIoT AAS
ANATrHOCTUKHU XPOMOCOMHBIX 0OJIe3HeM,
reMaTo/JIOTHYeCKHX HaC/TeCTBEeHHBIX
0oJie3Hel (reMarIoOMHOIIATHMH,
KOary/JonaTuH, TPOMOOIIUTOIIEHUH ),
UMMYHOAe(PUITUTOB,
reMaTo/JIOTHYECKOTO CTAaTyCca MPH pe3yc-
CeHCUOWTN3aIuH, BHYTPHUYTPOOHBIX
nHPpekuuii. [Ipoeaypa ycrneurHa B
80-97% ciyudaeB. JImmPpounThI
KYJIBTUBUPYIOTCA 2-3 THs, OBICTpee U
HaZe)XHee, YeM aMHHUOITUTHI.




Xopuon-uniraueHmobuoncus
IMIPUMEHAETCS IS IMOTydYe HUSA
HeO0OJIBIINX KYCOYKOB BOPCHH XOPHOHA
WJTA KYCOYKOB IUIAIIEHTHI B IEPHOJ, C 7-1i
no 16-10 HeJgeIIo 6epeMeHHOCTH. BHavane
OJAHHBIV METOJ, MpPeAIoJaraaoch
VCIOJIb30BaTh B IPEHATA/IBHOU
AUATHOCTHUKE B 1-M TPHIMECTpe
OepeMeHHOCTH, Ipoleaypa
OCYIIEeCTB/ISAETCA TPAHCA0JOMUHATBHO

NJ/INA TPAHCHEPBUKAJIBHO ITO4 KOHTPOJIEM
Y3U.



MeToa Tpe6yeT 60ABIIOTO ONBITA AKYIIIEepa.
Ocno)xHeHUss HaOMI0AAeTCA Y 2,5-10% KeHIUH
(KkpoBOTeYeHue, MaTOYHAsA MHPEKIIUA UIH
CHJIbHOE COKpallleHhe MAaTKH ), OMHUM U3
OCIO)KHEeHHH SIBIAETCA CIIOHTAHHBIIA a00OpPT
(BBIKUABILII).

OO0urue moTepu MI04a COCTABIIAIOT 2,5-3%.

MoskeT HaOII0ZATHCA OCIOYKHEHHEe B BUIE
8p0oNCIeHHbIX amMnymauuli KOHeYyHocmell, TaK
Ha3bIBaeMbIX pedyKUUOHHbIX NOPOKOE.

B cBsi3u ¢ 3THIM € 1982 roga xopuonbuoncuto
PEKOMEeHAYyeTCsI IPOBOAUTH IOCJie 8-U HeJeIu
OepeMeHHOCTH, IOoCJIe 11-i HeeIu —
naaueHmobuoncuto.



NUVUNUVIN- u
rnjiayeH

R s e B T Y



OOGpasubl xopuoHa (60pCcuHbl)
IMO/JIe)KaT JIA0OpaToOpHOM
(HUTOreHeTUYeCKOii, MOJIEKY/IAPHO-
reHeTU4eCKOM, OMOXUMHUYIECKOM )
AUArHOCTUKE HAaC/IeICTBeHHBIX
Oo/Ie3Hel.



Ilpu acnupanyu BOPpCUH XOPMUOHA B
MaTepua MOTYT MOMAAaTh KJI€TKH!
CJIN3UCTOM 000JT0OYKHU MATKH, YTO IPUBOIUT
K TMarHOCTUIe€CKUM OINOKaM: B 4% cayuaes
- IOXKHOIIOJIO)KUTE/IbHbIE Pe3Y/IbTaThl,

8 1,5% — XpomMOCOMHDBIU noaumopgusm,
KOTOPBIU ABISETCA MO3aUIIU3MOM XOPUOHA,
a He JMOpPHOHA, A UHOTIAA -
JIOXKHOOTPUILLATe/IbHEIE.

ToyHOCTh aHATN30B BO MHOTOM 3aBHUCHUT OT
KBaIN(PUKAIUM Bpada-TeHEeTHKaA.



