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[Tocobue s spaueit «TIPEHATAJIBHAA JIUATHOCTHEKA
BPOAJIEHHBIXTIOPOKORB PASBUTUA U HACJIEACTBEHHBIX
3ABOJIEBAHWUM» pazpaGorano I'V3 «Kpaepoit knuundeckuii menTp
CIICHHA/THIHPOBAHHEIX BHI0B MEIATIHHCKOH TIOMOITIH {MEI.TEPHHCTBH
W JIETCTBA)» COBMECTHO ¢ BraJiMBOCTOKCKHM TOCY/IapCTBEHHBIM
MEJAHIHHCKAM YHMBEPCHTETOM B pamMKax peajH3aluf IeJAeBoH
TEPPUTOPHATBHON TIPOrpaMMEl «3JI0pOBOE MOKOICHHEY.

ABTOPCKHIT KOJLTICKTHE:
Boponnn C.B.. k.M.H.. qouent; Bopouuna B.I". k.0.H.. qoueHT:
Xacuna MLIO.. k.M.1.: Hecpauénas JILA.. K.M.H.

AHHOTALKA.

[IpenaranbHas MarHOCTHKA BPOAJIEHHBIX TOPOKOB PAa3BHUTHA W
HacJeJACTBEHHBIX 3aboneBannii — 3EeKTHBHBLI MeTO1  YMeHbIIEeHHS
JIETCKOH 3a0071eBaeMOCTH, HHBATHHOCTH U eMepTHOoCTH. PaboTa nocesiena
XAPAKTEPHCTHKE OCHOBHBIX MEPONPHATHI 110 0DECTICUCHUIO NpeHaTaATEHOM
JIHArHOCTHKM 310i narojorud. B nocoduu npeicraniedsl 0COOCHHOCTH
[IPOBEJEHHS WCCIIENOBAHMI W npoueayp. (Gaxkropbl. BIMSIOUIHE HA HX
UH(OPMATHBHOCTL. B NpHIOAKEHVH TIPEUIOAEH QITOPHTM I1IPOBEICHMUSA
MEpOTIpHATHI HanparieHHbLIX Ha cBoeBpemennyio martoctiky BIIP u
HACJIE/ICTREHHEBIX 3a00/IeRAHMI.

[TocoOue npeanasHayeHo UM Bpauel CNELHATLHOCTEH, CBA3AHHBIX
C OpraHu3alMed | IPOBEICHUEM [MPEHATAIBHBIX HCCICIOBAHHMIH Ha BCEX
JTANax OKa3aHusS MEIHIIMHCKOH nomMoum: pykosomureneit JITTY. akywepos-
ruHexos10roB, Bpaueii Y3II. reHeIMKOB., CHELHAIMCTOR  KIMHHYECKOI
NaboparopHoi AHArHOCTHKHU | JIp.

PeilensenTsi:

bypvucrposa T.H. — JIMH., HAYLTBHHUK OTICNA OKa3zaHUS MEIMLIMHCKON
novoum MarepaM u et Jlenapramenra sapasooxparetns [ Ipamopekoro
Kpas

Mirmaxtan KO.H.. — 1.M.1.. npodieccop, 3aBeayiotuuii kadeapoi akyiuepe rsa
M TUHEKDI0THH  BIaJIMBOCTOKCKOTO  TOCYIapCTBEHHOMD  MEIHIIMHCKOTO
VHHUBEPCHTCTA



BBEJAEHHE

JlocTHREHHAME AN IMHCKOHHAY KHB X X BEKE U3MEHWIHCTPYKIVPY
3a00/1€BaeMOCTH Yejl0BeKa. Ha nepsblil /1aH BbILUIM HATOI0THYECKHE
[[POLECChl, B Pa3BHTHH KOTOPBIX BEAVUIAA pPOIb [PHHALIEHKUT
reHerMueckum Qakropam. BpoxsieHHbIX nopoku pazsutus (BIIP).
xpomocomHubie (Xb) u mosnorennsie (MI'b) Gonesnun xapakrepusviores
JHTENBHBIM H XPOHHYECKHM TEUEHHEM, BOBICYEHHOCTHLI) B [IPOLECC
MHOIHX OpPraHoe u cucteM. OHH LIPUBOIAT K HHBA/IM/IHOCTH, 4 B pale
clyuaes K panteil emeptu. Jleyenue Takux NalHeHTOB, KaK MPaBuIo.
AOPOrOCTOALIEE, 3a4acTyIO OeCnepCneKTHRHOoe. a Ui O0/bIIMHCTBA
BHJI0B NMATOIOTHH OTCYTCTBYIOT (P eKTHBHBIE MEeTO/IBI KOPPEeKIIHH,

HayuHo-TexHHYeC KMl nporpece 1 coluaibHbie peodpa3oBanns
[IOCIAEIHHX JeCATUICTHH TNPHUBEIH K H3MEHCHHIO PenpoiayKIHBHOIO
NOBE/IEHH HaceleHus paszeuTelx  cr1pad. Cokpaw@aercs 4Mcio
OepeMEHHOCTEH B TEYEHHE JKM3HH V JKCHIUHHBLL €LUE peXe OHH
jakaHuMBaloTes  pojgamu. llpm otom  Bo3lpactaer nons  cemei.
OTKJ1a/IbIBAIOIMX TIOABIEHHE JIETeH 710 Bo3lpacra 35 JeT M crapuie,
MOBBILASA TEM CaMbiM PHCK POXICHHS PeOCHKA € XPOMOCOMHOMA
naroorueii. HeyK1oHHbIH pocT HHPEKLHI, IIEPEIALUIMXCH [10J10BbIM
YTE€M H BHPYCHBIX 3a00/1eBaHHI, H3MEHEHUE KIHMATa H VXVILIEHHE
IKOJIOIHYECKOH CHTYAUHH YCHIMBAIOT ACHCTBAA CTAPbIX W IPHBOIAT K
BO3HHKHOBEHHIO HOBBIX TEPpPATOreHHbIX (DAKTOPOB. BO3ACHCTBYIOMIHX
Ha MJ10/1.

Benymen 3ajgadeil COBpEMEHHOIO 3/1paBOOXpPaHEHHA ABIACTCA
npoMIAKTHKA HAc/IeCTBEHHOH M BPOXK/IEHHOH marogoruei. a
TAKKEC €€ paHH#AA [MAarHOCTHKA. B TOM HYHCI€ H BHYTPHYTPOOHO.
OueBHIHO, YTO OpelPHHUMAEMble paHee jie4eOHO-1HarHOCTHYECKHE
M pea0MIHTAIHOHHBIE  Mepbl  OKAa3pIBAlOTCA  HEJOCTATOHMHO
ApPeKTUBHBIMH. ITO NOCAYHKHIO MOBOAOM 1 co31anud B PoccrHiicKoi
(e epaiin HOPMATHBHO-TIPABOBOH 0a3bl. MO3BONAOLICH PEAH30BATD
psiil MEPONPHATHI. HANPAB/ICHHLIH HA CHMKeHne PacunpocrpaneHus
HacnencTenbX 3abonepannii. Tax B suBape 1999 r. Komaerns
Munsapasa P® npu pacemorpennn  ®eaepalibHOH NpOrpamMMbl
“JleTH-uHBAIMAL  omnpeacsiwiaa  npoMITAKTHKY BpPOMKACHHOH H
HACeACTBEHHOH NATO10T MK [IPHOPUTETHLIM HanpasiaeHHeM B Ooprie ¢
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nerckoiMHBanuaHoCTLIO. [ IpukazMun3sapasaPoccniickoil @eepannu
or 28.12.2000 Ne 457 0O coBeplLICHCTROBAHHH MPEHATAILHOMH
JWATHOCTHKH B NPO(HIAKTHKE HACJIEICTBEHHBIX H BPOXKJICHHKIX
3abo0JIeBaHMi v J1eTeil” mOCTaBH!T 3aj1a4y 110 BHEPEHHIO COBPEMEHHBIX
MeMKO-TeHeTHYECKHX MOIX0/IOB K MX paHHel auartocTuke. B atom
IOKYMEHTE BHEPBBIE oOMnpeaeneHa HeoOXoauMOCTh 00bEIHHEHHS
BO3MOKHOCTEH  aKyIIEPCKO-rHHEKOJIOrHYeCKOH  IeMaTpHuecKoi,
MeIMKO-ITeHeTHHEeCKOH, KIHHMKo-nabopatopHo H ap. caykb c
I[e/1bI0 BBIABJICHHA BHYTPHYTPOOHOIO nOpakeHHs MIoda THKeIbIM
3a00/ICBAHHEM H NIpEeAyNPEKIEHHS ero poxaeHusa. Ha ocHose 31oro
[Ipukasza B nanbHeiimeM ObUIN CO3/1aHBI PErHOHAIIBHBIE JOKYMEHTHI,
peErmaMeHTHPYIOIHE CPOKH H BH/IbI MEPOINPUATHH NpEeHATANLHOM
maarHocTHkH. Tak, B IIpamopckom kpae Obl1 H3gan llpukas Nel67-0
or 05.03.03 “O copepmeHCTBOBAHHH TNPEHATATLHON HATHOCTHKH
B NpOHNAKTHKE HACNEACTBEHHBIX M BPOXJIEHHBIX 3a00/€BaHHH V
neteil B IlpuMopckoM kpae.

AHanu3 [JaHHBIX O 3200JIeBa€MOCTH, HHBAIHIHOCTH H
CMEPTHOCTH ITOKAa3bIBAET, YTO TOJBKO BHEJPEHHE KOMIUIEKCHBIX
MporpaMM MO3BOJIAET AO0OHTLCS 3HAYMMBIX Pe3Y/ILTAaTOB B PELICHHH
npoOneMbl YMEHBIIEHHA YAaCTOTHI HACIEACTBEHHOH M BPOXKIECHHOMH
narosiorai. CornacHo JanHbIM pg/la HCCle10Baresiei Ha COBpeMeHHOM
JTane pa3BUTHA MEIHIHHEI CYLIECTBYET BO3MOXHOCTE 0OHAPYIKEHHS
y moaa B 1-2 tpumecrtpax OepemenHoctH a0 80% ciayuaes BIIP,
no 95% poamoxkueix Xb, Taxke Oonee 100 Hozonormveckux Gopm
MOHOTEHHBIX 3a00J1eBaHHiA.



Meanko-conHa/ibHBIC H FIKOHOMHYECKHE ACMeKThI
HPOPHIAKTHKH BPOKICHHBLIX IOPOKOB PA3BHTHA N
HACTEACTRBCHHBIX 3aD0JICBAHIITI

B cBa3sm ¢ pemeHWeM B pasBHTBIX CTpaHaXx OCHOBHBIX
MCIAHIIHHCKHX Hpﬂﬁ]’lEM MATCPHHCTBA H  CTCTBA MNO3BOTHEIUHX
CHH3HTH JACTCKYIO 3a00/1¢BacMOCTE H CMEPTHOCTE OT AJITAMEHTAPHBIX,
HH(PEKITHOHHABIX M APYTHX DOIE3HEH. B CTPYKTYpE NPHYHH NaTONOTHH
B JICTCKOM BO3pacTe  yBCJIIMYAJACh [0S  HAC/ICACTBCHHBIX H
BPOKACHHBIX Donesneit.

CTpyKTypa HAac/lEJCTBEHHOW W BPOXKIASHHOH MaTroJIOTHH
yesIoBeKa JJoCTaToOvHO HeoIHopoHa. B cooTeeTcTBHE ¢ 1anabiMu BO3
2.5-3 % Bcex HOBOPOKICHHBIX HMEIOT Pa3NUIHBIE MIOPOKH PA3BUTHAL.
[Ipu srom oxojo 1 % coctaBngaior reHHbie 001€3HH, NPHMEPHO
0.5%— xpomocomHiie 00s1e3HH W B cpeadeM 1.5-2% npuxoautcs
Ha 07K BPOXKIACHHBIX TMOpPoKoB pa3BHTHA. C BO3pacToM YacToTa
BCcTpeyaeMocTH BhIABIeHHBIX BIIP ysenwunsaercs u k 10 rogam
MOKeT JocTHrarhk 5-7 % 3a cyeT NMopoOKOB Pa3BHTHA OpPraHoOB clyxa,
3PEHHA, HCPBHOH H 3HIOKPHHHOH CHCTEM, HE 3aperHCTPHPOBAHHBIX
MpH poxkiacHUH. bollee NMONOBHHBLI CIYYACB CPeIl HHX COCTABISIOT
TSOKEIIBIC, XPOHHUYECKH TeKYLIHE (POpMBI, TIPHBOIALLHE K paHHEH
CMEPTH WK MHBaWu3a1mn pederka. B cooreercreuu ¢ Poceniickumu
MEAHKO-IeMorpaHUecKUMH  TTOKa3aTeIasMH, Ha TEPPHTOPHH C
HaceJeHHeM 2 MIIH. YeJ0OBEK €XerojHo JaokHo poxaaerca 600-700
JACTEN C THKEIBIMH WHBAIHIHIHPYIONIUMH OOIE3HAMH pPa3THIHOH
stHostorui. C y4eToM HMX cpeaHeH NMPOJOIKHTEILHOCTH XH3HH, B
perHoHe ¢ Takoli YHCICHHOCTBIO Ha MCIMUMHCKOM 0OCTyXKHBaHHH
H COUMAIILHOH NMOMOIIM JIOJKHO HAXOAWThCA HaXouTca okono 20
THIC. TaKUX DONMBHEIX. JlaHHBIe 0 YacTOTE BCTpPeHaeMOCTH HEKOTOPO
BPOAJACHHON H HACHIEJACTBEHHON NMaToJI0THH NpHBEIeHb! B Tabmuue 1.
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Tabnuua 1.

HacToTa BcTpeuaeMoCcTH HEKOTOPOH BPOXKICHHOMN H

HacIeCTREHHON MmaToJI0rHH

Maroaorns
Tennme 6onreznu:
- Mykosucuma03*
- ODennnkeToRyYpHA®
- Bposnennas runepnnavg kopsl
HAANOYEYHHKOB *
- Bposaennstii runorupeos*
- AXoHaponnazus
- [MTonukueTos novex
- HecopepeHHwIil ocTeorenes
XposMocomubie HolesHic:
- boneans Jlayna
[Tpu BozpacTe marepu: 35 ner
36-40 mer
=40 ner
Bpoxcoennsie nopox paszeumg.;
- [Mopoku LIHC
- Pacmennna ryosl u Heba

HacroTa Berpevaemoctu

|
Lo

==

| : 500-5000
| 2 7000

| : 10000
1 : 10000
1 : 10000
1< 11000
1 :50000

| o §
1:3
1:1

g88

1 :40

| : 1000
| _:__l ﬂﬂﬂ

* nanaele KMI'K I'V3 KKLICBMIT (maTepuncTBa H 1eTcTea)

[Tpy ouenke KavecTBa JKH3IHH TAKUX MAUHEHTOB BBIACIAIOT TPH
KATCTOPHH: HE OCNOKHEHHAS KH3HL (HAIIPUMEP, TEPBBIE TOJBI TIPH
muoauctpopun Jromena uian go 40 net npu xopee 'eHTHHrTOHA),
OCI0KHEHHAA XH3Hb (Tpedyvercs MeEAWUMHCKAR W COLHalibHAas
MOMOIIB), YKOPOHMCHHE MPOAO.IKHTEIBHOCTH XH3HH. B cpennem
MNPOIOIKUTEILHOCTE HE OCIOXKHEHHOH WH3HH He npepbiuaet 10-
15 ner, nanee Ttpedyercas MEIHIWHCKAd W CONMAILHAA TTOMOLIE.
Oc10)KHeHHaA KA 3HB Bepeaem niponospkaerces 20-30 1et. Conmanshas
azanTaiug v OonsIMMHCTBA OOJMBHAIX ¢ HACIEICTBEHHON MaToMOrHei,
X (pU3MYeCcKoe H HATEIUIEKTYAIBHOE pa3BHTHE. KaK NMPaBHIO, PE3KD
HApYHUICHLI, BEIABIACTCH HH3IKHH YPOBCHB crocobHocTeH K Dﬁ}"-IEHH]'D

" 1IpROOPETEHHIO HABLIKOB K padoTe.




OCHOBHBIE 3AJIAYH
NPEHATAJILHOI JHATHOCTHKM (I171)

« OQnpeienesye npordo3a 310poBbi OYAYILET0 NOTOMCTBA.

« OdecnevueHne BO3MOKHOCTH MAKCHMAIBHO PAaHHEH JIHArHOCTHKH
[1aTOJIOTHH VY I104.

« [Ipeaocrasinenne OVAYLUIHM POAHTENAM HCUEPIBIBAKONIEH
HHQOPMa—IHH O CTENEHH PHCKA POKIASHHA O0JIbHOTO pebeHKa.

* [ 1pH HAHYHH BLICOKOIO PHCKA POXICHHA pedeHKa ¢ TPYIHO HilH
He KoppurupyeMsiv BIIP unu H3 — npeaocrasnenune undopmannu
0 BO3IMOXHOCTH [IPEPLIBAHHA OCPEMEHHOCTH U [IOCJIEAC TBHAX
NPHHATOIO POAUTENAMH PELICHHA.

* BpipadoTKa TAKTHKH ONTHMAJILHOIO BeJleHus OepeMeHHOCTH H
posoB v OepeMenHOH, HMEIOLIEH 110/l ¢ AaHOMA/THAMH PA3BUTHA.

METO/AbI ONEHKH COCTOAHHA ITJ104A

Meroasl o0cnegoBanus. umcnoiasiyemeic B I1J]1 BIIP u H3.
1101pa3/Ie/I0TCs Ha Henpsamble (00beKT 00¢/1e10BanHs — GepeMeHHas )
H npaMele (00caeoBaHKe [1710/1a). KOTOPbIE. B CBOIO 0uepe 1k, ObIBaoT
HEHMHBA3WBHLIMH H HHBAZHBHBLIMH.

Henpamsbie meToabl aor um:]mpmauu ) O COCTOSHHM 1171012 HA
OCHOBdHHH EH}"I.IIEPE‘KD-I'HHEKGJ]DTH'-IECHDFD DﬁCI[E'.!'],DEE‘lHHH [Blﬂ]lﬂ"lﬂ-ﬂ
JdHHBIC GHE’I'E]]HUJ[[H'H YECKHX. HMMYHOTOIHYECKHX. ﬁHDKHMH‘IEEKHI
H JIpYTHX MCCAEINOBAaHMA OepemeHHoil). K HenpsaMbiM - MeTojaM
OTHOCAT., ¥ OHOXMMHHYECKOE ONpe/Ie/ieHHe ChIBOPOTOMHBIX MapKepoB
KPOBH MAaTCPH, BEJIKOYUCHHBIX B [TPOIPaMMy [IpcHATA/ 1LHOTO CEPHHHHI'H
BIIP u H3. B 31y *e rpynny MepoHNpHATHI CleayeT NpUHYHCIHTD
MEIMKO-T¢HEeTHYECKOoe  KoHcyasTupoBanne (MI'K) Oepemenunix
I'PYIiIbl BBICOKOTO PHCKA, ¢ HCIIO/IL30BAHHEM METO/10B J1adopaTopHOH
I'CHCTHKH.

[Ipsameble metroasl. OCHOBHONH NPAMON HEHHBAa3HBHBIN METOI
I1J1 — yaeTpa3’ByKoBOo€ uccieaopawve mnaoga. I[IpuMeHEHHbIH B
PEE'IELMEHTHPDEEHHHE CPOKH B COOTBCTCTBHH C CYLIECT "BYHOLLIHMH
[IPOTOKOIAMH, MOATOTOBICHHBIMH CIHELHAJHCTAMH HAa COBPEMEHHOH
anaparype.oHno3poaAeT BLABHTHL 8(0-98 % 110/10BC AaHATOMHYE CKHMH
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IMOPOKaAMH. B HACTOALICC BPEMA HTOT METO ABMACTCH CaAMBIM HIHPOKO
ucnonesyemeiM uia I1J1. Beigsnenne oTxkiIOHeHHIT B pa3BUTHH
11012 — YJIBTPa3BYKOBEIX Mapkepos (Y3M) — Asisercs 0OCHOBAHHEM
JUTA TEHETHYECKHX HCCIeOBAHHH IUIOTHONO MarepHana ¢ ekl
MOJITBEPIK/IEHHA HATHYHMA XPOMOCOMHBIX M TeHHBIX DoselHeii.

[lnoansiit MarepHan Moay4alOT NPH NOMOIIH HHBa3HBHBIX
METO/10B: XOPHOHOMONCHH H IIAIICHTOIEHTEe3a (IM0Jy4YeHHe BOPCHH
xopHoHa wiM nnauedtsl B I m Il TpHmecTpax OepeMeHHOCTH
COOTBETCTBEHHO ), AMHHOLIEHTE3a (nonyyenue oDpasloe
AMHHOTHYECKOH JKHUAKOCTH npenMmyluecTseHno Bo [ tpumectpe)
H KOPIOLEHTE3a (NMYHKIMA INYMOBHHBI ¢ UEAbIO MOJYYEHHA KPOBH
miona Bo II—III Tpumectpax). 3abop Apyrux TKaueil (mosaspHble
TeJiblla, €JHHHYHbIE DJIACTOMEPEI MBIIIILILI, KOXKa H JAp.) BO3MOXKEH, HO
NPHMEHAKTCH KPAaHHE PEJIKO.

B HacTosiee BpeMA CYLIECTBYET METO/Ib] IHAI HOCTHKH I'€HHBIX
H XpOMOCOMHBIX Oone3Heil y smOproHa 1o uMnnanTauuuy. Peannzosats
HX MOMNKHO TOJIBKO IIpH TIPHMCHCHHH TAakKHX BCOOMOraTelibHbIX
penpoayKTHBHBIX TEXHOIOTHI, KakK IKCTPOKOPHOPAIBHOE
OIUIOZOTBOPEHHE.

Hanmenee moctyvnueivu g 1] seasiorces 3apoasiimm IepHoIa
uMmiadTanui. OOBMHO Ha 9THX cpokax OepeMeHHOCTh ele He
JMArHOCTHPYETCA H HEPEJKO HE 3amevaercs camMoil JKeHUIMHOM.
BeHay Manbix pasMEPOB H BBICOKOH noBpexIaeMocTH MOpHOHa
(1-/ KpHTHYECKHH MEpPHOJ pA3BHTHA), HEBOIMOKHO NPHMEHHTH
HHBAa3MBHbBIE METOAbLl MOJYYeHMA MaTepana. buoxuMmuyeckue,
HMMVHOJIOTHYECKHE H VIIBTPa3BYKOBLIE HCCJICIOBAHHA IO3BOJISIOT
YCTAHOBHTh Ha/lMuMe OepeMEeHHOCTH. W OLEHHTh BO3MOKHOCTH
MOTEHIAATBHOIO BIUSHUA HA 110/ pa3iiYHbIX IK30reHHbIX fakropos
(manppmep, uupexnuii TORCH- xomniekca).

B nactosee spems 0onbilag yacTe npoueayp uHBazueHoi [1]]
(MUI11) nporoauT—cd nocne 10-if Heaenu, 1.e. NPEUMYILECTBEHHO BO
II TpumecTpe GepeMEHHOCTH.

BllItpamectpe ML)l mpuMenseTcs pe/iko BCBA3M C NOBBILLEHHOI
BEPOATHOCTBIO MPEKAEBPEMEHHBIX POAOB, CIIPOBOUHPOBAHHBIX ITHM
BMelaTenbeTBOM. [MaBHBIM nokasanmem kK  nposeaenmio MITJ] B
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Il TpuMmecTpe sBIfgCTCS HEOOXOAMMOCTHL BepH(HKAILIMM HArHO3A
V IUIOMIA JUIA pelleHds BOIpoca O TaKTHKE JajbHEHLIEro BellcHHA
OepeMEHHOCTH W POJIOR.

Meroasl  nmabopatopHOil  IeHETHKH, [pPHMCHAEMble IUIA
HCCIeIOBAHHA TUIOJIHOIO MarepHasia, 3aBHCAT OT LEJH M CPOKOB
[1/1. HanGonee pacnpocTpaHeHHBIM W3 HAX ABIKIOTCH METOAMKH
UTOTEHETHYECKOI0 aHainu3a (KapHOTHIIHPOBAHHE) M TEXHOJIOTHH
MOJIEKVJISPHOH  JIHATHOCTHKH. [luToreHeTHYECKHE  METO/IBI
MPAMEHAIOTCH € HENBI0 JHATHOCTHKH XPOMOCOMHBIX 0oJe3Hei y
minoja. Monekyngpueie MeToel (JIHK-aInarsHocTika) uenoib3yrorcs
/U BhIABICHHA TeHHBIX DonesHel. MX noapasnensiores Ha npaMele
(0DBEKTOM HCCHICI0BAaHHS ABITACTCS MYTAHTHBIH IeH) H HEIpAMbBIE
(MAeHTHQHKALMA MYTAHTHOI'O T'€HAa TPOBOJAUTCA ¢  [HOMOIILIO
MOJEKVIAPHBIX MApKEpPOB).

MEJUKO-TEHETUYECKOE KOHCYJIbTUPOBAHUE
(MT'K)

Ocuosasivu 3agavamMu MUK nipn nposenenum [1/1 sisasteren:

* OTIpECIICHHE MPOTHO3A POXKIACHHA peOeHKA ¢ HACJIEACTBEHHOH H
BpPOMKICHHOR 11aToNorHei,

* pazpadoTka airopur™a 1npoHIaKTHKH HAC/IEACTBEHHOH 1
BPOAKICHHON MaTONOruH JUIA KOHKPETHOTO TNalHeHTa, BKIToYas
apryMeHTHPOBAHHOE 3aKTIOYEHHE O 1{elecoobpazHoCTH
Hanpasnennd bepemennoit Ha UI1J1 s nekmovenns
XPOMOCOMHOM HIIH T€HHOI ITaTOJIOTHH Y U104,

* TipesiocTaBleHue HH(OPMAITHA O BEPOATHOCTH HEDIATONIPHSTHOTO
HeX01a GepeMEeHHOCTH M ITOMONIE JKEHIIMHE (CeMbe) B TPHHAATHH
pemerHs 0 BOIMOKHOCTH JETOPOAJICHHS.

Hns  BBOTOIHEHWS HTUX  3ajad  MCIONbL3yeTed KIHHHKO-
FeHEeATOrHYeCKHH METOA, ¢ TIOAPOOHBIM aHAJMH30M POJAOCTOBHON
KaXkI0H ceMbH W JNadopaTopHO-AMATHOCTHHECKHE MEPONPHATHS.
B 2aBHCHMOCTH aHAMHECTHUSCKHX [lAHHBIX OepeMeHHOH (M
ceMBH) M oDBeMa MpeIecTBYIOUMX KIHHHYECKAX U 1a0opaTtopHbIX
oOcne/I0BaHAi  MOTYT OBITH PEKOMEHJIOBAHKI [IHTOrEHETHYECKHE
HCCIACAOBAHHA [UTH YTOYHHCHHSA KdPpHOTHITIOB |JD_i'II-ITC..-'IEﬁ.. MOJICKY.IAPHO-
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ICHCTHYECKHE — JUIS YTOMHEHHA [PHPO/LI FEHHOTO 3a00/1eBaHus |
THIIA MYTALMHA, UMMYHOJIOTHYECKHE — [UIA OIpee/IeHHS aHTHUTE K
HEKOTOPBIM MH(pEKIMAM (KpacHyXa, repreca H T.IL).
[Tokasauusamu U HanpaBIeHNWA K BPavy-reHeTUKY ABIAIOTCA:
* HAJTMYHE B CEMbe peDeHKa HIIH BhISBICHHE MMPH TIPE/ILILYy MIeH
OepemMeHHOCTH TU10aa ¢ Gozesnsio JlayHa w apyruvmn
XPOMOCOMHBIMH 3a00/1CBAHHAMH:

* HAJTAYHME B aHaAMHe3e pedeHKa ¢ MHOKECTBEHHBIMH BPOXKJIEHHEIMH
MOPOKAMH;

* CeMEHHOE HOCHTENECTBO XPOMOCOMHBIX HIEPECTPOCK:

* MOHOI'€HHBIE 3a0o/1eBanys, paHee IHArHOCTHPOBAHHBIE B CEMbE
HIIH Y OIHKaHIIHX pOJICTBEHHHKOB:

* HATHYAE HE MEHEE JIBYX CAMOITPOM3BOIILHBIX aDOPTOB HAa paHHHUX
CpoKax DepeMEeHHOCTH:

* KPOBHOPOJACTBEHHBIC OPAKN:

* BO3PACT CYIPYIOB: JUIS MKeHUIMHB 35 1eT ¥ Oonee. 1A MYKYHHEI —
45 1 Donee:

* 00/TydeHHe KOro-HHOYIb W3 CYNPYTOB HIIH PHMEHEHHE JI10
3a4aTHA pAja papMakoJIOrHYecKHX Npenaparon (IHTOCTATHKY,
AHTHITTWIEN THYECKHE U MTPOTHROONYXOJIEBbIE CPEICTRA, HEKOTOPEIE
AHTHOHOTHKH M JIp. ):

* BBICOKHH PHCK POXKIEHHA peOeHKa ¢ XpOMOCOMHOI D0I€3HBIO 110
pe3yisTaraM OHOXUMHYECKOTO CKPHHUHTA:

* MOPOKH MIIM OTKJIOHEHHS PA3BHTHA IU10/1a, BEISBICHHBIE 11PH
VIIBTPa3BYKOBOM HMCCIIEIOBAHHH.

[IpoBeneHue ueeiieioBaHiil BO BpeMs ODepeMEeHHOCTH, 3a4acTylo.
3JAHHMAeT MHOTO BPEMEHH H MOKET ITPUBECTH K ITO3/IHEH AHArHOCTHKE
MAaTOIOTHH Y 110714, B CBA3M € 3THM. CTAHOBUTCA OYCBUHOM BAKHOCTh
IPOCHEKTHBHOTO MEIHKO-TEHCTHYCCKOIO KOHCYIBTHPOBAHMUS (10
OepeMEHHOCTH HITH Ha CaMBIX PaHHUX €¢ CPOKax).

10



CKPHHHHI'OBLIE METO/Ibl OUEHKHW COCTOSAHNUS
IJIOJA

B xomnnexce meponpuaTuii 1171 Gosibiioe BHumanue yaensiercs
MAacCOBbIM CKPHHHHIOBBIM I[POIPAMMaM, MPH KOTOPBIX MPOBOAMTCH
00cJie/10BaHHE BCEX HIIH 0TOOPAaHHBIX [10 YCTAHOB/IEHHBIM apaMeTpam
OepemenHblX. OcHOBHas LeMb MPEHATAALHOIO CKPHHHHra —
(opmupoBanHe TrpyIinbl KEHIIMH BBICOKOTO PHCKA [0 POKICHHIO
aeveit ¢ BIIP u nacaencrserHniMu Qone3HAMM, JUIS NPOBEACHHA
TONOJIHUTENbHBIX METO/I0B HCCJICI0BAHHA.

Beiiengerca 5 BU0B HPEHATA/IbHOINO CKPHHUHTIA,

1. ¥YabrpazByKOBOH CKPUHHHL,

2. buoxumMuyecKHil CKpHHHHT MapKepHBIX OeJIKOB B KPOBH
OepemeHHOI,

3. IluroreneTHyecknii CKpHHHHL.

4. MonekvngapHbiii CKPUHHHT,

5. UIMMYHOIOrHYeCKHii CKPHHHHT.

YiabTpasByKoBOIl CKPHHHHT

B nensnx nossieHus 2pPeKTHBHOCTH TOPOIOBOI MArHOCTHKH
npeJaycMaTpHBaeTCs  ONpejefeHHbIH  NOPAJIOK  OpraHH3auiH
VABTPA3BYKOBLIX Hccae10Banuil. Beuiensiior 3 nocnesopare/bHBIX
VPOBHA ¢ PANTHYHBIMH JHAIHOCTHYECKUMH CPEICTBAMM.

llene ¥Y3WM Ha nepsoM YpoBHE — NpPOBEIEHHE MAaccOBOIO
00cnen0BannA BeeX OepeMeHHBIX KEHIIINH C TPUMEHEHHEM 10CTY ITHBIX
COBPEMEHHBIX METOJ0B. MO3BOAAKONMX € BBICOKOH BEPOATHOCTHIO
cpopMHpOBaTL T'PYIUILI PHCKA 1O BHYTPHYTPOOHOMY MNOPaKEHHIO
m1oga. [lpm s1oM npoBoauTcs oueHka o0mero aHaTOMHYECKOIo
CTPOCHHA [1o4a, clo COOTBCTCTBHA CPOKY 6E‘PEMEH HOCTH,
OIpEIac/ICHHEe YHC1a INTOT0B, pPacloIOoKCeHHA IIaleHThl H obbema
OKOJIOMI0AHEIX BoA. OcHOBHAs 3azaya — OnpejieieHHe HOPMbI HJIH
HA/IMYIUA OTKJIOHeHMH oT Hopmbl. B cmasu ¢ stum Y3M nepeoro
VPOBHA [POBOAATCHA BpavaMu YILTPa3BYKOBOM [AHATHOCTHKH B
pPasiIH4YHBIX MCIHIIHHCKHX VUDPCHICHHAX, OCYIICCTBIATOIIHX BECHHE

OepeMeHHBIX.
[lpu V3H nnona Broporo yvpoBHSA JIETATBHO HCCHENYETCH

AHATOMMA [1710/1A I8 BLIABICHHUS O0BIX BUI0B HAPY ICHHH PA3BHTHA.
11



3aj1a4a HCCJIEIOBAHHA HA 9TOM YPOBHE - Pa3pelIEeHHE BCEX BONPOCOB
OTHOCHTC/IbHO HA'THYHA HJIH OTCYTCTBHA HE[J}IL[IEHHﬁ PA3BHTHA L1014,
OOHapyXEHHBIX IIPH HccieaoBaHnHH Ha 1-M yposre. Mccnenoanus
BTOPOTO VPOBHA BBINOJHAKOT Bpa4qH, HpOoLICIANIHC CIHCHHATH3AINI
B 00MacTH NpeHaTalbHOH JHATHOCTHKH BPOXKICHHBLIX HapylLIeHHi
PAa3BHTHA IJI0/Ia W HMEIOLIME OIBIT HCMONB30BAHHA TEXHOIOIHH
H CHEHHAJIbHBIX METOJOB  HCCICTOBAHHA  (JIONIUIEPOMETPHA,
IXOKapaAHorpadus, HeiipocoHorpadus).

bepemeHHBIe rpy 111 BLICOKOI0 pucKano poxaenus pedenxac BI 1P
1 H3 10:/15KHB1 OBITH BBIABIEHBI HA IIEPBOM YPOBHE YJLTPa3ByKOBOIO
CKPHHHMHIA U JIeTANbHO 00C1e10BaHbl HA BTOPOM.

Obcnenopanmio Ha 3-M YpPOBHE Inojlexar OepeMeHHBIE ¢
HEOJHO3HAY "HBIMH Pe3yJIbTAaTaMH, MOJYHECHHBIMHA HA TpPeAbLLYIHX
VPOBHAX, 0COOEHHO IPH I10103PEHH N HA aHOMA/TUH Pa3BUTHA CEPAEUHO-
COCYAMCTOH M HEPBHOM CHCTEM Yy IJ10/1a. DKCIEPTHOE NPEHATAlIbHOE
VIBTPA3BYKOBO€ HCC/IEI0BAHHE BBITIOJIHAETCA BLUEHTPaX [IpeHaTalbHOM
JHATHOCTHKH HJIH B MEIHUKO-T€HETHYECKHX LEHTpax, ¢ UeIbl0
MOCTAHOBKH OKOHYATE/ILHOTO JIHATHO3A H OIpPe/IeNIeHHs ONTHMATLHOM
TAKTHKH Ja1bHeHlIero seaeHus depeMeHHOCTH. OLEHKa pe3y ikTaToR
HCCJIEIOBAHUA HA 2-0M H 3-M YPOBHE J0JIKHA IPOBOMTECH COBMECTHO
C FeHeTHKAMH, HEOHATOJIOraMH, NeJHarpaMy, J1eTCKHMH XHPYPraMi.
HEHPOXUPYPraMu, KapAHOXHPYPIraMH H APYTUMH CIIeLINaIHCTaMHK.

B coorBercreun c¢ Ilpuxkazom M3 P® Ne 457 kaxnoii
OepemMeHHOI peKOMEH,10BaHO HE MeHee YeM TpexkparHoe ¥Y3H nnoja,
KOTOpO€ JIOJDKHO BBIIONHATECH B CTPOr0 periaMeHTHPOBAHHbIE
cpoku bepemennocTH: B 10-14 neaens, 20-24 nenenn u 32-34 Henenu
OepemeHHOCTH. COOTBETCTBEHHO KakKIOMY CpoOKYy paspadoTansbl
yeTKHe yKaszanus oorema Y 3. Kpome aroro, ¥V3H nnoaa nposogutes
Mpu HeOOXOUMOCTH B JII0DOM CpoKe DepeMeHHOCTH.

Ha neprom stane (10-14 nesnens) ycraHaBnmpaercs Cpok M
Xapakrep Te4eHHA OepeMeHHOCTH. B 3TOT mepHoa npHHUHITHAILHO
BO3MOXKHO JHATHOCTHPOBATh PAJ TAKEILIX MOPOKOB Pa3BHTHA I110/1a
(anaH1edanns, aKkpaHis, HEKOTOPLIE MOPOKH PAa3BUTHA KOHEYHOCTEH 1
ap.). Onpeaensiores MapKepbl XpOMOCOMHOM NATONOrHA: YBEIHYEHHE
pasMepoB BOpoTHHMKOBOIO mpoctpadctea (TBID) u runomngazus

12
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Hocoroi kocti (HK).

Ha wropom aTane (20-24 wHemend) NpoBOJAUTCH JIeTalbHAA
OlleHKa aHaTOMHYECKHX CTPYKTVP IUojia Uis oOHapyXeHHA y Hero
TMOPOKOBE Pa3BHTHA, MApPKEPOB XPOMOCOMHOH TMaTOJIOTHH, paHHHX
(hopM 3aJIepKKH pa3BHTHA 171014, MaTONOTHH TUIALIEHTHI ¥ TYIIOBHHEI,
AHOMAJIBHOTO KOJIHYECTBA OKOJOMIOAHBIX  BoA. llpu  mHamumn
OTKJIOHEHHH B 3THX XapakTepucTuKax OepeMeHHas HaupasiseTcs Ha
2-# u 3-if yposeHb Y 3H, 11ipn KOTOPOM 1101 H3YHaeTCH HE TOJBLKO JUIS
AHArHOCTHKH aHATOMHWYECKHX TTOPOKOB. HO H C UEIbIO BBIABICHHS
CTOHKHX (YHKIMOHATLHBIX HapyineHuil. OcHOBHOE BHHUMaHHe
obpammaercs Ha aHOMAIMH Mo3ra, cepiua, rnaneHTsl. [loMumo
00BITHOTO YIETPa3BYKOBOIO CKAaHAPOBAHHUSA JUIA BBIABIEHHA MOPOKOB
ITHX OPraHoB, BEICOKOMH(DOPMATHBHBIM SBIAETCA [PHMEHEHHE
METO/Ia UBETHOTO JONIIIEPOBCKOIO KAPTHPOBAHHA.

Bo Il tpumectpe BhiABIAeTCS MNojAarisioliee OOILIIHHCTBO
opokoB pazeuTus. Tak, 3ppeKTHBHOCTE IHATHOCTHKH racTPOLIH3KCa
cocTaBisger a0 95 %, pacluenuH JIMua, areHe3Hw nodek ao 75 %,
MOPOKOB pa3BHTHA Jlerkux g0 65 %. Haubonemme TtpyanocTH
COCTABJIAET JHATHOCTHKA [TOPOKOB pa3BHTHA Cep/Irla, a TAaKXKe aTpe3Hn
IMTHLICBO/1a, OOHAPYKHTh KOTOpLIE YiaeTcs TolIbKo B 40 % ciyyaes.

Bo II TpumecTpe BBIABIAIOTCS  CICAYIOLIME MapKephbl
XpPOMOCOMHOI maroforuu: aHoMaimbHad (opma ToJOBKH TUI0/4a,
AeekThl IUIa W MIeW, BEHTPHKYJIOMErajus, KHCTBI COCYIMCTHIX
CIUIETEHWH TOMOBHOIO MO3ra, THIIEPIXOTEHHERIE BKITIOYEHHS B
AKeTy/louKkax cepiaua, THIEPIXOTEHHBIH KHINEYHHK, [THET0IKTa3HA,
VKOpOUEHHE TpyOwarhlX KOCTCH, 3ajJepkKa BHYTPHYTPOOHOTO
pasBHTHA 1JI01a, FCHEPAJIM30BAHHBLIA OTEK IUI0Ja, €IHHCTBCHHAA
aprepus nynoBuHBl. OjaHaxko, He ciaeayer 3a0bBaTh O TOM, HTO
oonapyxenne Y3M u pawme BIIP. onpeaensembie npn Y3HW. He
MO3BOMIATOT CYAUTE O HATMYHH XPOMOCOMHEIX H, TeM 0oJiee. NreHHBIX
Oonesneit. bonee Toro, nawe orcyrereue Y3M He apngeTcA rapaHTHEH
IOPOBRA TUIOJIA. 3aKIIOYeHHe 0 HAJIMYHH XPOMOCOMHBIX M I'¢éHHBIX
OonesHeit BO3MOXKHO TOJLKO MMOCIHE TFCHETHYECKUX HCCICJI0BAaHHH
TUIOIHOTO  MaTepHasia, IMOJYYEHHOTO HWHBAa3WBHBIMH - METOAAMH.

-
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Ha tperweM »rane obceneopanus (32-34 nenenn) npoBOIHTC
OLICHKA TEMIIOB poOCTa IUI0Ja W BLIABJIECHHE ITOPOKOB C TO3IHEH
Manudecrtanneil. Y3W B 2TH cpokn Mo3BONSET VTOUHHTE COCTOSHUE
CHCTEM :KH3HeoOecmeweHHs TUTO/Ia (cep/lle. TulaleHTa, MyHnoBHHA,
obomouku). [Tomyuennas B > cpokH OepeMeHHOCTH WHpOpMaus
B paje cly4YaeBR TPHHIMITHAIBHO BaXHA JUIA pellleHus Bompoca o
BOIMOKHON ONMEepaTHBHON KOPPEKUMH HEKOTOPBIX MOPOKOB. a TaKkKe
BLIPAOOTKH CTPATEriy ¥ TAKTHKN pojiopaspelieHns. 3a MCKIIOYeHHEM
peakux caydaen, ¥ 3H B 511 cpokn He BieYeT 3a coOoi pexoMenalmn
110 NIPEHATAIILHOMY KapHOTHITHPOBaHHIO.

buoxumuuecKuii CKPHHHHT

brnoxuvmveckuii ckpunuHr OepeMeHHLIX [pHMEHAETCA s
(ropMHpOBaHUS TPYNIN PHUCKA 1O POK/IACHUIO pedeHKa ¢ HEKOTOPBIMH
MOPOKAMH Pa3BHTHA H XPOMOCOMHBIMH Oofle3HsMH. OH OCHOBaH Ha
nad0paropHOM  ONPEJIC/ICHHH MAPKEPHBLIN CHIBOPOTOYHBIX OCITKOB
(MCB) B kpoBn xeHiMubl, K HUM oTHOCATCS YMOpHOHCTICIMUTHEIC
O€JIKH, KOTOpEIE THO0 POy IHPVIOTCS KIS TKAMH 171013 HIIH IUIAlEHTh
" MOCTVIAIOT B KPOBOTOK MarepH, MO0 MX CHHTE3 ACCOUWHPOBAH C
HATHYHEM ﬁep&mesmncns. KoHuenTpatmns 3THX BEIIECTB B CELIBOPOTKE
KPEIEH WIMCHACTCA B 3aBHCHMOCTH OT CpOKa {‘-JEPEMEHHDCTH H
OT COCTOSHMS TUIOJA, TOXTOMY OHH INHPOKO HCHONB3VIOTCH B
rOPMOHAIBHON JHArHOCTHKE 11aTOJIOTHH DEPEMEHHOCTH.

[ IpenmymiecTsa npeHATAIBHOIO CKPHHHHTA!

o [Ipurojen j1is MaccoBOro HCHOJIBL30BAHNA.

» lossomser chopMupoBaTsL TPVINITY PHCKA 110 pOsKIASHHIO pedeHKa
¢ MATOJOTHEHN, 4TO CMOCOOCTBYET OrPaHHYEHHIO KOTHYECTBA
HHBA3HBHBIX MMPOLEIVD M, CleA0BATENLHO, YMEHBIIACT YHCII0
OCITOKHEHWAH OT HUX.

+ CoKpanaet CpokH o0CIeA0BaHNS, HTO 0CODO BAKHO TPH
JIHAHOCTHKE [MaTOJIOTHYECKHX COCTOAHUH, TpeOyIOmHX
lpepbIBaHNsA OEPEMEHHOCTH.

 [To3poaseT YMEHBIIHTE cCTORMOCTE TT]1.
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Tabmmya 2

Hexkotopsie GakTopbl, BAHAWUINE HA PE3VALTATHI TECTOB

Y, GHOXHMHYECKOTO CKPHHMHIA .
Mokazareis Mogslnenye ' Cunxenne
|
Macca TE..‘IE‘I_ CHHMKEHHAaA NoOBEILHEHHARA

i
| IKCTPAKOPHOPAILHOE
| OIL10I0TBOpPEHHE

|

. KposoTevenne,

L YIPOKAWLINI

| CAaMONPOHIBOALHLI
I abopr

YpOBHH ¢cBODOIHOIO
acTpuona u PAPP-A
HHKE NpUMEPHO Ha 10
. =200 |
MOBET }'BEJ’IH‘-IHH-HT!: MORET CHUWADTh
YPOBEHbL MAPKEPOB B YPOBEHL MapKepos B
__KpoBH MarcpH | = KPOBH MatepH
PEKOMEH,1VETCA OTIMKHTEL QHATH3 HA OHY
He 2110 10C/1e OCTAHOBKH KPOBOTEYeHHA

ypoBHu XI'Y Bbite
HPHE'L*IHEHTEHI:HD
Ha 10 - 15%

-

Yucao naogos

R I~

Caxapusitii auader
I'
I

‘ Paca
|

MNpH MHOIOMMI0AHOM
OepeMeHHOCTH YPOBHH :
MapKepoB Yatle BCero

MOBbILIEHBI*

R —

e ——————————————

Hpu
HHCY IHHO3ABHCHMOM
~ caxapHom auabete
yposui PAPP-A, ADI1
u ceoboaHOro
ICTPHONA CHUAKEHBL™

—_—

vpoBud AMIT n XTYH
BBILIE Y KEHLLHH
HEIPOMHOH Packl No
CPABHCHHK C

L

eBpONeoH JHO#H

*Hepo3IMOKHO AOCTOBEPHO PACCHHUTATh PUCK MO 3TUM dakTopam noTomy,
4T0 OAMH M3 NADAOB-DaM3HenoB moxeT ObiTh 3M0poBbIM. JlHader M
MHOIONA0/4HaA OepeMeHHOCTb, TAKHM 0Dpa3oM. ABAAIOTCA OTHOCHTEIBHBIMH

NPOTHBOINOKA3ZAHHAMH
NpeHaTIbHOIO CKPHHHHT

04

OnpeacncHiA OHOXHMHYECKHX MapKepos
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Jlns MHTEpnpeTalHy aHHBIX OHOXMMHYECKOTO CKPHHHHIA
NpUMeHsOT oOlenpuHaToe oOo3Havenun ypoBus MCB, kotopoe
pacCUHMTHIBAETCS KAaK OTHOIIEHHWE BeIH4MHBl cojepxanus MChH B
KPOBH KOHKPETHO# KE€HINMHbl K 3HAYEHHIO Me/IHaHbl COJIepKaHHA
JaHHOro Oefka npH HopManbHOH OepeMEeHHOCTH ITOro Ccpoka y
00J1bI0H BLIOOPKH xeHIIHH. 118 Kam10ro Hapo/a, a B psajie cllyyaen
H KuTelell OTAEIBHOI0 PEerHoHa JA0MKHBI ObITh BBIYHC/IE€HbI CBOH
cobcTBeHHBIE MeaHaHbl, KparHocTs Meamane Beipaxaercs B MoM
(multiples of median). Hanpumep, vposeus AOIT=2.5 MoM o3nauaer,
YTO CO/IepKaHHe Desika B CHIBOPOTKE KPOBH Y JJaHHON OepeMeHHOH B 2.5
pa3sa BeIllle, 4eM MejiMaHa (cpe/iHee) I8 9TOro ¢poka DepeMeHHOCTH.
JIOnMyCcTHMBIMH B JIHArHOCTHYECKHE CPOKH CHHTAIOTCA KoneOaHHs
yposus benxoB ot 0,5 10 2 MoM.

buoxumuyeckui ckpuuuHar B I Tpavectpe GepemennocTn

bHOXHMHYECKHI CKPHHHHI OCHOBAH HAa TECTHPOBAaHHH
Co/epxaHua B Kposu OepemenHonl Oenkoe PAPP-A n coboauoil
Dera-cydbeHHNIBLI XOpHOHHYecKoro ronajorponuna (XI'Y) s
cpoke ¢ 9-0i1 no 13-10 Heaemo DepeMeHHOCTH.

PAPP-A (ITAIIII-A) — accouuapoBaHHBlid ¢ DepeMEHHOCTHIO
IJ1asMeHHbl nporenH A (pregnancy-associated plasma protein-A)
- cogepxKamMii UMHK METATOINIHKONPOTEHH, BbIpaOdarblBaeMbilii
[UIALEHTAPHOH TKAaHBIO M NOCTYHAIONIHH B KPOBOTOK MATepH.
PAPP-A cBaA3bIBaeT renapMH W ABJIAETCA MHIHOHTOPOM 1acTaskbl
TPaHyJIOLMTOB, MOIYJIMPYA MMMYHHBII  OTBET MaTepPHHCKOIO
opranu3Ma u obecrieunBas, TakuM 00pa3oM, pa3BHTHE ¥ BHIKHBAHHE
nu1ageHTbl. B HopMe v HeDepemennsx xenmusd PAPP-A npucytcreyer
B CJE0BBIX KOJMIHYECTBAX, 4 BO BpeMsi OEpeMEHHOCTH €ro YpOBeHb
BO3pacTaer B ThICA4H pa3, nepea poaaMu Moxet npesbiartsk 200 mkr/
M. Tlocne ponoe Habmwoaaercs ObIcTpoe CHHIKEHME VPOBHA Dellka B
Te4YeHHe NepBLIX 3-4 1Heil.
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Mpwhmoosmuecs pogs

lﬁ

Fngmpodus 1323

Puc. 1. Kimrmko-marinoctideckas waTepriperarms nokasaresiei PAPP-A

O1HO# U3 IPHYMH CHIKEHHS KoHIeHTpauun PAPP-A Bo Bpems
DepeMEeHHOCTH SBIAIOTCH Pa3JIHYHBEIE XPOMOCOMHBIC HapyIICHUA
mroga. Ilpu stom Haubonbiuee 3HadeHwe onpejeleHHe YpPOBHA
PAPP-A mmeeT 1114 BoisBlieHns canjpoma Jlayna. CHIKeHHE YPOBHA
PAPP-A npu xpomocoMHuBIX anomMammsx Haubonee peipaxkena Ha 10
- 12 neaene depemennoctu. lloBemmenne xoHnenTpaumu PAPP-A
B CHLIBOPOTKE KPOBHW BBIAB/ISETCH V KCHIIHH C TOXKEIBIMA (hopMaMH
MOTHETO TOKCHKO3A.

CpoOoaHan [J-cybbeanunia XopHOHHYECKOr0 TOHAIOTPONHHA
yeioseka (f- XI'U cobommeii) - moapobHO cM. B pasjene
OHOXUMHYECKHH CKPHHHMHT 2-T0 TpUMeCTpa.
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XpOHMYECKan NNaLeHTapHan Tpucomua no 21 xpomocome (CHHAPOM "
HEAOCTATOUHOCTh Aayna)
i quummmlﬂﬁﬂ | NoagHwui ToKcKkol [recToa) -
o BepemMeHHocTs ;

Muoronnogue Id

E
Peayc-kond nukTHan DepeMeHHOCTE |¢ =
o = ¥rpoza eeixngniLa
TpodgobnacTuyeckde 3aboneBaHuR

| Tpucomms no 18 xpomocome
| (cunppom Insapaca |

Pyc.2 Kimpauko-/marHocTHUecKas HHTepripeTaiis nokaszaresieii ce, B-XI1 4

| (NY3IpHBIA 33HOC, XOPMOKAPLHOHOMA,
TpodobnacTHyeckue onyxXonu )

B GHOXHMHYECKOM CKPHHUHTE IIEPBOTO TPHMECTPa OLEHUBACTCH
pmecte ¢ PAPP-A. Cozxepkanue B KpOBH H MoOUE 3HAUYHTEIBHO
yBeIMuHBaeTcas 1pu cHHapoMe Jlayma y 1uoga, a Takke 1pH
TpodobnacTHUecKHX 3aD0IeRaHMAX  CHIUKEHHE KOHIIEHTPAIHH MOKET
CBU/ICTEILCTBOBATh O HAJIMYUW CUHJpOMa JaBapca WIH Pa3sBHTHH
(peTo-TNANIEHTAPHO HEJIOCTATOMHOCTH.

Kombuuuposauubiii
npenataibiblil ckpuauar X1 8 1 Tpuamectpe

[Ipu pacueTe pHCKa NATOJOIHH TU101a YUHTEIBAIOTCH KAK VPOBHH
conepxanns PAPP-A u cBodSoanoro B-XI'U B cuiBopoTKe KpoBd
OepemeHHOH. Tak H pesyiastarel Y3M nioja. 1lpu stom ocHosroe
pHHMaHue odpataeTes Ha TAKKE MOKaZa1e/IH KaK KOMYHKO-TEMEHHOI
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pazmep (KTP), Tonumna soporuukosoro npoctpauctsa (TBII), unciio
M710/10B, HATTMYUE W pa3sMeEpP HOCOBOH KOCTOMKH, BEC JKEHLIMHBI, ee
pacopas NPUHAAIEKHOCTE 01 HEKOTOPhIE AHAMHECTHYECKHE JaHHbIE
(poskienue nere ¢ Oonesnsio /lavHa. Hanuyue caxaproro auabera).

Hccnenopanne CHIBOPOTOYHBIX MAPKEPOB B coueTanwu ¢ Y3U
;1014 H OLECHKOH Bo3pacta OepeMEHHOH I1103BOISET BBISBHTHL B
neproM TpuMerpe a0 95-98 % xpoMocoMHOH naronorun. U3 storo
CAEAVET, YTO NPHMEHEeHHE OHOXHMHMYECKOIO CKPHHHHIA NO3BOJISCT
CYIIECTBEHHbIM 00Pa30M COKPATHTH CPOKM AHArHOCTUKH 3ab0neBaHnii
1171071, Tpedy 10X npepeiBanns GepeMenHocTH. B nepsoMm TpumecTpe
maHHas npoueaypa 0Oonee QUIMONOTMYECKH H [ICHXONOIHYECKH
npuemMieMa, 4yeM B Doree no3HHe CPOKH.

buoxumuueckuii ckpunnnr o 1l rpumecrpe depemennoctn

K MCb, koropeie Tectupyiorcs Bo Il Tpumecrpe (16-20
Heaedb), oTHocsATea anb(aderonporenn (ADI), xopuoHHuYecKHii
ronagotponuH venosexa (XI™). cBoDOAHBIH (HEKOHBIOTHPOBAHHBIH )
setpuon (HD), nHrudnn A, a TakKe HEKOTOpEIE APVIHE.

Aabda-dperonporenn {ADII) - [THKONPOTEHH,
[POIYUAPYEMbIH KETTOYHLIM MEIIKOM SMOPHOHA, a 3aTeM TeYeHbHO
H o WKeNY/I0MHO-KHILEYHBIM TPAKTOM [U10/1a, [0 AMHHOKHCIOTHOM
[MOC/E/I0BATEIbHOCTH BRICOKO TOMOIornyeHansoyMuny. AD Ispnsercs
OCHOBHBIM O€JIKOM ChIBOPOTKHM KPOBM IUIOIA, HO €r0 KOHLEHTPalHsA
IIOCTENEHHO CHHKAETCH K MOMEHTY POMKIIEHHS, JOCTHI A HOPMaJIbHbIX
3HAYEHHH B3POCJIOT0 Ye€/10BE€Ka K KOHIIY NEPBOTo rojia XKH3HH.

OnHH W3 MEXaHH3MOB MAaTO10IMYECKOT0 MOBLIIEHHA YPOBHA
ADI] cocTOMT B €ro noCTYIUICHHH B AMHHOTHYECKYIO HKHIKOCTh, a
34TCM U B KPOBOTOK MAaTCpH Yepe3 MOBPEK/ICHHbBIC KOMKHbBIE MOKPOBbI
IU10/1a, H4TO OIMEHaeIcs IpH OTKPLITHIX jAedexrax 3apallieHHs
HeBpaibHoi  TpyOku (JI3HT). (rakux xak adsHuedanus HIH
OTKPBITas CHHHHOMO3IOBas rpbiKa). YBeIHYeHHE KOHLEHTPaLuH
ADI] perucTpupyercs U NpH APYIHX NATOJOTHYECKHX COCTOAHHAX
1o4a (racrpomnsue, omdanonene, asoManun nodex u T.n). Ha
nogbiiieHue ypoeus AQDIl B mMarepuHCKoil KpOBH MOIYT BIAMATH
MATOJOrHYECKHE  TPOLECChl  [/IAUEHThI, IPHYEM 3T0 SBIAETCH
IUIOXUM [IPOrHOCTHHECKHM [PHU3HAKOM, VKA3bIBAIOUIHM HA TAXKEIVIO
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lt]ETD"ﬂﬂﬂLIEHT&pH}"ED HENTOCTATOMHOCTL H, KaK €€ CIeJICTBHE,
aHTeHaTa/IbHY10 rudenb wioaa. B 1o xe Bpemia. npumepio B 30%
ciyyaeB cuHapoMa JlayHa y 1uloga, a TakkKe NPH TPUIUIOHAHH, H
HekoTOpeIX ApyTrux Xb ypoeens ADII okassiBaeTcs cHKEeHHBIM. BHe
OepemeHHOCTH ADI] Henmonb3yT, KAK OHKOMAPKEp U1 BRIABICHMS,
MOHHTOPHHra TeyeHHs H J(QPEeKTHBHOCTH TEpanHH [EePBUYHOM
renaTole;UTIIONIAPHONR  KapiuHOMBI, METACTa3sHpOBAHHA B [€YEHb,
repMHHOM, Tpo(hobnacTHYecKnX Oy Xoe.

XpOMOCOMHbIE GHOMANHK
(Tpucommn no 21 xpomocme -
cuugpom [ayHa, TPHCOMMKM NO
18 xpomocome - CHHApOM
3peappca |

| Yrpola nhma. ._._ |
rubens nnoga

] AHIHUedanmn

BpomgexHbie 3abonesannn
noyex

Puc.3. KnuHuKo-anarHocTHyeckas HHTepnpeTalisa nokasareneii ADI]

[acrpownanc, omchanouene,
AHOMANMK NoYeK

—
e —

MruoronnogHas GepemMeHHOCTL —
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Xopuonuveckuii romagorponun veidosexka (XI'Y, f-XI'Y)-
ITAKONPOTeHH, CHHTE3UpYIOWIAlCS B CHHTHIMO-Tpodobnacre.
[To xumuyeckoit npupoge OIH30K K THOTEOTPONHHY W COCTOMT
W3 ABYX MONHNENTHAHBIX leneidl — anb(a- B Oerra-cyOnLeAHHMIL
Anbpa-cyosemmanua oawHakosa s X1 m rumoranammugeckux
rmkonporernoB (JIIT ®CT, TTT), a Gerra-cyonemunuma (B-XI).
HCTIONB3YIOMAACH /LTS ero 1adopaTopHoro onpelie/IeHHs — YHHKATbHA.
bronoruyeckas poaes XI'H zakmouaerca B peryiasiiH 3HI0OKPAHHOH
CHCTEMBI [10/1a (CTUMYJISIIHSA CTEPOHAOTEHE3a B €TI0 HAAIMOYEYHHKAX,
anddepenunporka kinetok Jleiaura, paBuTHe SHUHHKOB), a4 TakKKe
¢eTonnanenTapHoro MeTadonM3IMa CTEpOHI0OB (CHHTES NpOrecTeEpoOHa
B JKEIITOM Tejle ANHHHUKA C MepBRIX JIHell OepeMeHAOCTH H ACTPOTeHOB
B [71atieHTe B ee Bropoii nonosune). X1 onpegensercs B ChIBOPOTKE
KpoB# DepeMerHo, HaunHas ¢ 10-12-ro qas nocie onioJoTBOPEHHA,
T. €. Ha 3-3-i1 JleHb noclie HMILTaHTalHi. Ero KOHIeHTpalus ObICTpo
Hapacraer 1 JoctHTaer Mmakcamyma K 10-11 nenensam GepemenroCTH.
[IpH BO3HMKHOBEHUM pA3JIMYHLIX BHIOB MATONOIMH OEpeMEHHOCTH
konmenTpauns X1 KpoBH 1 MOYe JKEHITHHBI MOXKET Kak BO3PACTATh.,
Tak U cHHKarbes. [loaromy, JaHHOE Hece0BaHHEe HAXOIHUT IHHPOKOE
NMPUMEHEHHE B MporpaMMax IHArHocTHKM H audepenuuarbHoi
JIMATHOCTHKH aKYIIEPCKOH M THHEKOIIOTHYECKOi naTo0rui. YpoBeHs
XT™Y npu yrpose npepbiBaHus OepeMeHHOCTH, 4 TAKKe IPH CHHIPOME
Jayna y mioaa oObMHO NMOBBIINAETCH, 4 TIPH CHHApOMe DaBapica
TPHILIOWIHH — CHMDKaeTcs. YpoBenb oOmeli B-cyOnemmuunsr X1
MOXKHO OIpeleNiaTs ¢ UeIbl0 MOHHTOpUpORaHHs OepeMeHHOCTH
na modom cpoke, a g TIJ1 Ttoneko B 16-20 nHeaenn, B TO BpeMs
kKak cBoOoaHas ¢paxuus P-cyOwpexmnauusr XI'Y s aroil 1enu
OnpeiefeTcs, NaBHbIM 00pa3oM, B IIEPBOM TPHMECTPE.

Bue Gepemennocrn, XI'U wucnonssyerca B nabopaTopHoit
JAMArHOCTHKE B KauecTBe OHKOMapkepa omyxojed tpodobracTHoi
TKAHH W TEePMHHATHBHEIX KIETOK SHYHMKOB H CEMCHHHKOB,
CEKPETHPVIOIIHX XOPHOHHYECKHH TOHAIOTPOITHH.,



Puc.4. Kimmuko-auardocTHaeckas WATeppeTama nokasarerneii X1

Croboanblii WIH HeKOHBIOTHpPOBaHHBII cTpHoa (HI)—
(peTOTTANICHTAPHBIH ~ CTEPOHIHBIE  ropMoH. bonmemad  9acTh
HCTPHOIA, BhIpadATLIBAEMOTO TIpH OepeMeHHOCTH, obpasyercd H3

JUTHAIPOITHAHAPOCTEPOH-CVIIL(ATA, KOTOPHIT CHHTE3UPYETCS B Kope
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HAIMOYEYHHKOB [I0A& ¥ TpaHcdopmupyeres mnaueHToi. B wopme
vpoBeHb HD HapacTaer o1 4 HMonb/n B 15 Hepens OepeMerHocTH 710
40 amonb/n1 K ponam. Bpems nonypacnaza 3¢TpHOIA B KPOBH MatepH
coctapiser Beero 20-30 MHHYT, B CBA3H C 3THM €I0 OIpejie/icHHE
ABJIAETCA yA0OHBIM H OBICTPBIM CIOCOOOM OLIEHKH TEKY LLIETO COCTOAHH S
moja. Ilockonbky Ha pasjMUHBIX JTanax OEpeMEHHOCTH B CHHTE3e

3CTPHONA IPHHHMAIOT Y4YacTHEe H IUIOA, M IUIAlEHTa, H3IMeHEeHHe
YPOBHA TOPMOHA MOXKET CIYKHTH H€a/IbHbIM I10Ka3are/neM (yHKIHu
deTornaeHTapHOH CHCTEMBL.

Puc.5. Kanuuko-anarHocTHYecKas HHTepnpeTanus noxkasarenei HO
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CHuxkeHHbll ypoeens HD nabmronaercs npu BpOXIECHHOIM
FHIEPIIA3HH KOPhl HAANOYEHYHUKOBR, NPH JeduIHTe NIaneHTapHOi
cynbaraiel, aHdHUe(anuu, HEKOTOPHIX XPOMOCOMHBIX 0DonesHsx
(Hayna, Dnasapaca), BHYTpuyTpoOHOH WHpEKIHH, NpH  Vrpose
npepeiBanus bepeMeHHocTH. Huzkue 3navenns HD obunapykusalorcs
TAKXKe IPH NIPHEME ITIOKOKOPTHKOMI0B, AHTHOHOTHKOB, YTO CBA3ZAHO
CO CHHKCHMEM AaKTHBHOCTH HaJlOYeYHHKOB mnona. BHezanHoe
CHH)KCHHE MPOAYKIHH ICTPHOIIA [PHBOIHT K OBICTPOMY MAJICHHIO
KOHUEHTPAUHH HEKOHBIOTHPOBAHHOIO 3CTPHOJIA B MaTEPHHCKOM
ceiBopoTKe. [lOCTOAHHO HH3KHI YpOBEHb MJIH BHe3anHoe W
NMPOO/IKHTENLHOE MAjIeHHE YPOBHA CBIBOPOTOYMHOIO 3CTPHOJIA B
TeyeHHe nocrnejaHeil TpeTn OepeMEeHHOCTH YKa3bIBaeT HA MATOMOrHIO
IJ10a H, BO3MOJKHO, Ha ero rudes.

Iloppiiienne ypoBHS OCTPOr€HOB B KpoBH OepeMEeHHBIX
OTM@YEHO MPH MHOrOII0/1HOH OepeMEHHOCTH HIH KpYITHOM IUI0je.
JlokHoe mMoBBIIIEHHE KOHIEHTPAIlHH 3CTPOr€HOB BO3MOXHO I1pH
3a00/IeBaHUAX MEYEHH M MOYEK MaTepH, YTO 00VCI0BIEHO CHHIKEHHEM
HX KaTaboJIH3Ma H BhIBEJICHH A,

Hurubun A — ropmon 0eliKOBOH NpHpO/BI, CHHTE3HPYETCH
MJI0J0M, TIAHEHTOM, IUIOAHBIME 000104KaMH U SUUHHKAMH. YPOBEHDL
HHruOHHa A Hapacrtaer a0 10 negens, 3aTeM CHHXKaeTCA, IEPAKHTCS Ha
OJIHOM YPOBHE /10 25 He/leNlb ¥ IOCTHIaeT MAKCHMYMa Nepesl PojaMH.
[Ipu Gone3nn JlayHa y 1uioga conepkanue HHruOHHa A B CBIBOPOTKE
KPOBH MaTepd BO BTOPOM TpHMECTpEe OepeMEHHOCTH NOBLIILACTCSH
no4TH BABoE. [ Ipy HOpMaIbHOM KapHOTHIIE 11710/1a OTKJIOHEHHS Y POBHA
HHrHOMHA A YKa3bIBAIOT Ha MOBLILIEHHBIH PHCK MPE3KIAMIICHH.

[1pH HEODOXOTUMOCTH NOTY YHTE A0NOMTHUTENBHY 10 HHOpPMAaLIHIO
O COCTOAHHH I1JIOJIA HHOT/A MCHO/b3VIOT HCCJIE/0BaHuEe YpoBHA 17-
ruapokcunporecrepona (17-O1117) u nianentaproro jgakroresa (11J1).

17-ruapoxcnnporecrepon (17-OI1I). B nopme s1oT cTeponn
CJIYKHT cyOCTpaToM /LIS CHHTE3a KOPTH301a B HaanoyedyHukax. [1pu
BPOK/IEHHOH rHnepIiia3siu Kopel HaanoyeuHukos ( BI'KH, nnu agpeno-
IF'EHHTAJ1IBHOM CH HII,FHME} MPOHCXOAAT MYTAlHH ICHOB, OTBCTCTBCHHBIX
3a OMNpe/eseHHble 3Tanbl creponaoreHesa. B pesynsrare cuHte:
KOPTH30J1a PEe3KO CHHKAETCH, M B KPOBH [1J10/1a, AMHHOTHYECKOM
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AMJKOCTH M KPOBH MATEpH BoO3pacTaeT KoHneHntpauus 17011
Takum oOpazom, 17-OIII" npencraeaser coboif marore’HeTHuecKHii
mapkep BI KH. Ilpn 3a0onesannu BI'KH yxe B neprom tpumectpe
oTmeuaeTcs noesimierne ypoeus 17-OI11 8 kposu matepu. Bo BTOPOM
TPUMECTPE ITH BEJIHYHHBI BO3pACTAIOT. B aMHHOTHYECKOH KHIKOCTH
9TO yBeaudeHue 0os1ee BeIpaKeHo.

Ilnanenrapuelii  gakroren  (IJI) - romkxonporenn,
ABIAIOMHHCA TOPMOHOM, M0/I00HBIM 110 CBOHCTBAM TI'HIO(H3apHOMY
rOPMOHY POCTa M NPOJAKTHHY, OJHAKO €ro NMpPOAYKIMA BO BpeMs
Oepemennocty npesbiaer 8 100 pa3z cexpeunto comarorponusa. On
AKTHBHO B/IHseT HA 00OMEH BELIECTB MATEPH: AB/ISETCA AHTATOHHCTOM
HHCY/IMHA, YTO COOCOOCTBYET MOCTYIUIEHHIO [JI0KO3bl B OPraHH3M
71013, CHUKAET CHHTE3 O€JIKAa YV MATEpPH. BbI3LIBAET MOOHTH3AIHIO
CBODOHBIX JKHPHBIX KHCJIOT. DTO YBEIHYHUBAET 3aM1aC AaMHHOKHUCIIOT H
SHEPIUH, KOTOPBIE HCIIOIB3YET IO/ /118 ¢cBoero opmupoBanus. 11J1
o0nazaeT NAKTOTPOIHBIM, JHOTEOTPONHBLIM JA€HCTBHEM H MPOABISET
UMMy HocynpeccuBHblil 2ddext. Takum obpazom, nianeHTa H naoa
OepyTHacedd Py HKLHIO yTipaBieHust 0OOMEHOM BeleCTB MAaTEPHHCKOI0
opraiusMa, npucrnocabiuBasg ero K CBOMM HYXK/IaM.

Kak yxe ObUIO OTMEYEHO, IUIALCHTAPHBIH JIAKTOIEH SABJISETCS
TAKJKE aHTaroHMCTOM MHCY/INHA. [loaToMy H3MeHeHus meTaboln3ma,
BbI3bIBAEMbIC [OPMOHAMM [UIAUEHTHI, CYLUECTBEHHBIM 00pazoM
OTPAKAIOTCH HA COCTOSAHUH MaTepH, OobHOI 1HabeToM.

ITJ]1 cuateaupyverca cHHuUMTHOTpOdOOIACTOM ¢  paHHHX
CPOKOB OEpEeMEHHOCTH, TIPH 3TOM COJIEP/KAHHE €r0 B KPOBH MAaTepH
nporpeccupylome pactetr 10 pomaoB. Konuenrpauus [LJI BechMma
papralenbpHa, MHIMBHAVAILHA M HAX0IHTCA B IPIMOMH 3aBHCHMOCTH OT
MACCHI 11710718 H YHC/1A TUIAIEHT (ITPH MHOTOIL10/1HH). KOpOTKHH nepHoa
noiaypacnaga, OTCYTCTBHE CYTOYHOrO PHTMAa CEKpPEIlHH H HajlH4iHe
eIHHCTBEHHOr0 MCTOYHHKA €ro CHHTE3a [03BOJIAIOT HCIOIb30BaTh
[1J kak npamoi nokazareab (YHKIIHOHMPOBAHHA I[IJIALICHTBI.
Y oKeHliMH, cTpajaiomeii moudeyHoil narosnorued, Habmomaercs
noBwIlIeHHe cojaep:kanus B Kpod [1JI, BeI3BaHHOE HapYlUEHHEM
kaupercoBoi QyHknun nouek. Konnenrtpauus [ cumkaercs npu
runepToHHYecKoil 60/1e3HH. NO31HUX TOKCHKO3aX OEpPEMEHHOCTH.
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Puc.6. Knunuko-aaarnocTHyeckas HHTepnperauus nokasarenei [1J1

BItpumectpebepeMeHHOCTHIIPH pa3BHTHH (PeTO-IUIALIEHTAPHOH
HEJIO0CTATOMHOCTH 3HAYMTeNbHO cHMKaercsa yposeHp [LJI. Kpaiine
HH3KHE 3HA4YCHHS ero KOHUEHTPAIHH BBIAB/IAIOTCS HaKaHVHE rubdeiu
sMOpuoHa M 3a 1 — 3 aHA 70 CaMONpPOH3BOJABHOIO BBIKMAbIUIA. B
Oosiee mo3aHAE CPOKH OepeMeHHOCTH CHHKeHMe KoHueHTpaiuu [1J1
BBIABIAETCA INpH BceX ¢QopMax [UianeHTapHOH HeJI0CTATOMHOCTH
H XpOHHYeCKOH THnokcHd mioga. llpu stoMm conepxkanne IUI B
KPOBH KOJI€ONeTCs B IIHPOKMX TIpenenax, OlHaKko y OOnbIIMHCTBA
OepeMEHHBIX CYIIECTBEHHO HHKe HOpMbL [IpH HauanbHBIX CTaIHAX
¢eTo-nnaneHTapHBIX HapylieHHil coaepxadHe [1JI B ceiBopoTtke
KpoBH cHHxaeTcs Ha 50%, a npH pa3sBHTHH THIOKCHH II0/1a — NOYTH
B 3 pa3a.

Tunnuneie npodpuan MoM npu naro;1orun GepeMeHHOCTH

[Ipn  pasnuueblx  3alDoneBaHusx mioga  Habmwomaercs
CO/IPY/KECTBEHHOE H  XApaKTePHOE OTKJIOHEHHE [OKasarteneH
OHOXHMHYECKOT0 CKPHHHHTA. Takue coveTaHus OTK/IOHEHHH 3HAYeHH
MCB, Boipaxkenabix B MoM naseiBatores npoduasmu MoM npu Toii

HJIM MHOI1 narosorun. B Tabnuie 4 npuseaeHbl THIHYHbIE MPOQHIH

MoM.
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Tabnuua 4.
Tunuunbie npodman MoM npn xpomocomAoil naToorum mwioaa

IMepBnii
R e Bropoii Tpumectp
AHOMANIHA PAPP-A| Cgo6. | A®IT | O6m. Cs.
| p-XTt Xr4 ICTpHON
!. —
' Tp. 21 (cungpom Jlayna) | 041 1,98 0,75 2,32 0,82
[ 2P: 1% LCHIEOM 0.6 | 034 | 065 | 036 0,43
Jasapjca)
T , 0,75/
punmongng Tana [ /11 0.06 6,97 13 0.69
Cuuapom |
Llepemenckoro- 0,49 1,11 0,99 1,98 0,68
| Tepuepa 1 .
. CHHApOM
| Knetinbesisaeia 0,88 1,07 | 1,19 2,11 0,60

HuaTepnperauus pe3yabTaToB 0HOXHMHAYECKOI0 CKPHHHHATA

Camoii pacrpocTpaHeHHOi OIMOKOH NMPH OLIEHKE pe3yIETATOB
CKPHUHHHATA ABIAETCA HEBEPHBIH pacyer cpoka GepeMeHHOCTH, TO3TOMY
NpH HECOOTBETCTBHHM YPOBHA Oejlka HOpME HEeoOXOIMMO, B IEPBYIO
ouepelb, YTOUHATH cpok GepeMeHHOCTH ¢ nnoMobio Y3H.

B caywae sricokoro pucka JI3HT y nmoga mnokasaHo
VIETPa3BYKOBOE cKaHMpoBaHWe B auHaMuke. [IpH OTKIOHEHHAX
MapKepHBIX O€JKOB, COOTBETCTBYIOIIHMX BBICOKOMY PHCKY HaITHYHA
XPOMOCOMHOI 00J1€3HH Y 111014, PEKOMEHIYETCA MPOBECTH MPOLEAYPY
WHBA3UBHOH [PEeHATAIBHOH AHAIHOCTHKH € LEJIBIO KAPHOTHITHPOBAHHA
mnoga. [Toporoseii yposeHb pucka (anrm. cut off) tpeOyrommmii
npoBeaeHusa HHBasuBHOM 1], mpu nojgo3peHun HA HAIMYHE Y MUI0AA
Oonesnm Jlayna, BapeupyeT B auanaszone 1/360 — 1/250. Iloporossrii
VPOBEHb ONpeaesercs JAUArHOCTHYECKHMH BO3MOXHOCTAMH H
MPOMNYCKHOH CMOCOOHOCTBIO KaXI0ro meHTpa, MPOBOIAALIETO 3TH
HCCIIEIOBAHNAS, TAK KaK TPH MacCOBOM CKpHHHHTE (0XBaT He MeHee 80
% Bcex OepeMeHHBIX) rpyIina pucka, KoTopoil OyIeT peKOMCHIOBAHO
IpeHaTalbHOe KAPHOTHITMPOBaHKE, coCTaBIAeT 00BIMHO Donee 5 % oT

Beex obcrenoBannerx. HemanoBakasiM JITS BeIOOpa [opora sBigercs
21



H PHCK I[OCHCONEepPallHOHHBIX OCHOKHEHHH. KOTOPEIH HE J0JIKCH
MPeBLIATE PHCK poXIeHUs peOeHKa ¢ maronorueil, onpe/ieleHHbII
Mo pesyabraTaM OHOXHMHYECKOTO CKPHHHUHTA,

[TonesHocTs OHOXHMHYECKOTO CKPMHHHTA OMNpeaeiseTcs Cro
ppexTuBHOCTRIO. Tak, ¢ ero MOMOIIBIO yAaeTcs BHIABHTHL 10 98%
MUIOJI0B ¢ TIOPOKaMH HepBHOH cucTeMbl U 60-70 % — ¢ cHBHIpOMOM
Jlayra. OnHako OMOXHMHYECKHI CKpHHHHr o0/1aj1aeT BBICOKOI
4YBCTBHTC/IBHOCTBIO H HH3KOH CHEUIM(PHYHOCTBIO, MO3TOMY DO0JI€3Hb
Iayna y 1miojaa noarsepikaaetca To1bko B 1 u3 50, a JI3BHT — B 1 u3
400 ciryqaes naronoraueckn wimenennsrx MCB.

Takum  oOpazoM, MOTOKMTEIBHEIE PE3VALTATHI CKPHHHHTA
(3MaYMMBIC OTKIIOHEHHSA VPOBRHA OSITKOB OT MEJMaHbl) ABIAIOTCH He
JIHarHO30M MATOIOTHHA Y TI0/1a, 2 TOJIBKO TTOBOIOM VIS YTITYOJIEHHOTO
00CIe/IOBAHMIO IUI0JA H caMoil GepeMeHHOI.

JlaHHbie ©0 JgUHAMHKE WIMEHEHHS MapKEpHBIX O€IKOB B
HOpME H TIpH pasiuyHoil NaroNorHH TUIoja NpoIeMOHCTPHPOBAIH
nmoaesnocTh adaimsza MCb w memecoobpasHocTe €ro MaccoBOTO
HCTONB30BAHUA JUIA (OPMHPOBAHHA TPYIIT PHCKA TIO POKICHHIO
neTel ¢ naTogorieii 1 1A NpoQHIaKTHKH aKyIEPCKHX OCITOKHEHHIH.
Hamuune  Biamasus psaga (GakTopoB Ha YpPoBeHb 3THX O€IKOB
norpedoBano odbeKTHBH3aMNH JaHHbIX. [loaToMy OBLIH paspaboTanbl
H HCHOAB3YIOTCH  ClECUHAJbHbIE NpPOrpaMMbl  IIpeHATAIBHOIO
OHOXHMHWYECKOI0 CKPHHHHTA, 3aKIMIOYHTEIBLHBLIM ITAllOM KOTOPBIX
ABNAETCA ABTOMATHYECKHH pacueT pHCKa poxaeHHa pedeHkKa ¢
Oonesnsio Jlayna WK Bpox/IeHHBIMH MOPOKaM# pa3BuTHA. bazoBbiMn
napaMeTpaMi B 3THX pacyeTax ABJISHOTCS BO3PACcTHOH PHCK H CTEleHb
OTKJIOHEHMH TecTUpyembIx OenkoB. BelnunHa pucka, oupeje/ieHHas
[10 pe3yJIbTaTaM OMOXMMHYECKOTO CKPHHHHT A, CITYKHT PeKOMEH AalHeT
JUTS HanmpaBlIeHAs OepeMEHHOI Ha J0MOMHATE IbHOE 00CcNeI0BaHNE.

B kavecTBe TMPHMEPOB ABTOMATH3IHPOBAHHBEIX [MPOrpamMM
pacueta pucka MoxHo mpuBecTH «Life Circlen. npeanazHadennyio
Ui onpeacsienus creneHn pucka bonesnuw Jlayna v maumMeHTOR
NMPOXOAHBIIMX 00CHEA0BAHUE ¢ UCITOIB30BAHHEM pearcHTOR upMl
« Wallace» (Dunnanmma) v nporpammy «Priscar, juig npoaykuwn DPC
1 anagniaropos «lmmuliter (CIHTA). Di nporpaMMel Pon3BOAAT
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nepepacyer CTENeHH pPHCKa, YUHTHIBAs, TaKHe napaMeTphl Kak.
BO3pacT, cpok OepemenHocTH 1Mo Y3H, paimep HasanpHOH KOCTH M
TOJILIMHY BOPOTHHKOBOIO NPOCTPAHCTRA, Pacy, BEC. (PAKTOPBI KYPEHHA,
MHOTIOILTOIHOM DepeMEHHOCTH, HANTMYHA caxapHoro nuabeTa, npuema
FOPMOHA/IBHBIX JICKAPCTBEHHBIX INpenaparoB W apyrux. Ha puc.
7-10 mpeacrasneHsl MIMEHEHHA BEPOATHOCTH pOXKIAeHHA peleHKa
¢ XII B 3aBHCHMOCTH OT M3MEHEHHA MOAMPHIHMPYIOMMX (PAKTOPOB
(pesynbrarkl NoayyeHs! B nporpamme «Priscan).



Cxpununr Tpucomui 21 1 18

WO Weanoea Odpazey Ns 1 Ouafer Het

Mapua Maauosna  Jewns posgesnn 01/01/88 DNnogwe |
Faca Enponsack. Boapact wa pary dafopa 195 [ews aafopa cemoporew 120707
Kypexue Her Bec 9% Hfdara oTeera 190707
CroppeKkTHpoBaHbie MOM 1 BhIYMCNEHHBIE PUCKH '
Cropp Mol Cpox #a a7y 1a00pa CLBOPOT 12+ 6
PAPP.A 2,0 miWml 1.08
fb-hCG 40.0 ng'ml 1.26 MeToa onpegencHnA KTE
™o
Tpacouwa 21
Ha gary 3abopa npodu
: 1:4700
i

.F_r BoapacTtHoi pwck

11 : A+ R Ha nary abopa npofie |
A5 T 1921 2325 37 2931 33 35 37 36 41 4345 47 49 1:1108 :
Basp e —t

Puck Cunapoma [ayna

BoiyMcneHHbii puck TpucoMuK 21 HKE NOPOTA, 4T0 NOKAIMBAET HOPMANLHOE IHAYEHWE PUCKA.
Mocne ananinia peIyNsTaToR HA TpucoMmo 21 a4a38TCA, YTD cpean 4700 xeHiline C 0 JHHAKORRIIIR
JAHHBIEN, WMEETCA OGN MeMpta © Tpucomuen 21 y nnona u 4698 seuud © HOPMANEHLIM TRoganm,
Pucy, asrucneqdisil PRISCA 38aHEHT 0T TOMHOCTH NPLICTIANS HHBL ANA HAMKIA JaHNLIX.

OfpaTHra BHIMaHIE, YTO BRUHCNEHWE DHOKE ABNASTCA CTATHCTIMECKHM NPMEnkEHRen |

e

Putk Tpwcomun 18
ST

BuiuMCneHHBIA PRCK TpUcoMmume 1!“-:_1":1 E-DW 4TO
ABNABTCA HOPMANBHBIM JIHAYEHAEM DPRCKA.

Nognuces Bpaua

1
i

sweis Topere 100 Baaim Boop. HOPLSW Bl Popara S0

Puc. 7. Pacuet pucka y OepeMeHHO# He W3 IPYyNiibl PHCKA.
Bospactroit puck ans 19.5 net — 1:1106. vuurhiBag Bce HOpMaibHbIe

II0Ka3lare;y nepepacuuTanublii puck cuuzmics a0 1:4700.
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[ CKpUHMHT Tpucommi 21 u 18

W0 Meanosa OGpaiey N 1 Oeaber Her
Mapua Meanoeka [lexb poxasHua 01/01/88 Mnogw
Paca Esponenck. Boapacr wa pary 3afiopa 18.5 [ews 3abopa cusoporon 18707107
KypeHue Her Bec 50 [araomuera 19/07107
CrkoppextvpoBaHbie MOM 1 BbIYMCNEHHbIE PUCKK
Cropp.MoM | Cpox va gaty 3a60pa cupoporou 12+ 8
PAPP-A 2.0 miWmi 0.40
fb-hCG 40,0 ng/mi 1,04 MeTof onpeaensHia KTP
Pracx
110
Tpucomua 21
Ha nary aabopa npob
! 1:1130
1!
11
BoapacTson puck
1.4 wa aaty sabopa npobe

1315171921 2325 77 29 31 33 35 37 29 41 43 45 47 49,
Baap.

Puck Cuiapoma [aysa

OOpaTHTE BHHMAHNE, NTO BLMHCNBHHE DHCKA ABNAETCA CTATHCTHYECKHM NPHGMKEHHeM !

 Prck Tpucomum 18

Buiywcnesnnbin puck Tpucommn 18 < 1:10000, y1o
RENASTCA HOPMANEHEIM IHAYEHWEM PHCKA,

BoivMinennsin puck Tpucomik 21 Huxe NOpora, 4To NoOKaibiBaeT HOPMANLHOES IHAYEHHE PHCKA.
MNocne adanuia pesynbTaros Ha Tpucommo 21 oxsgaeTca, YTo cpean 1130 eHlMH C GAHHIKOBBIMH
NAHHBIMK, MMEETCA OQHA HEHIUMHA C Tprcomuer 21 y nnoaa ¥ 1128 ReHWpH C HOPMANBHBIMK NI00 MM,
PrCK, BrMUCNEHHsIR PRISCA 388UCHT OT TOMHOCTH NPEACTABNEHHEIX QNA AHANWIA JaHHLIX.

Noanwces Bpasa

Puc. 8. b1 n3Menen nokasaresib PAPP-A, popmansio — menee 0,5

MoM., Ho nepepacudTanHblii puck cHu3Hics o 1:1130.

fad




Ckpwrunar Tpucomun 21 n 18 B

$HO WMeaHoea O6pasey Ns 1 [Owaber HeT
Mapua Meanossa [ewb pOsaEHHA 01/01/88 Mnoow 1
Paca Esponedck. Boapact na gary 3abopa 395 [ews 3a6opa comoporen  19/07/07
KypeHne Her Bec 50 [Iara orvera 1907707
CxoppextupoBaHblie MOM 1 BbiYMCNEHHbIE PUCKW ]
Cropp.MoM Cpox Ha aary 3abopa CeBOPOTEM 12 + 6
PAPP-A 2.0 miL/mi 0,49
b-hCG 40.0 ng/mi 1.04 MeTog onpegeneHna KTP
o
Tpwcomua 21
wa gary sabopa npolsi
1 ricea
1
: BoapacTHon pHck
L na nary saGopa npoBe
BISITN2A DB T H/NIIHITIVNL34547 40 190
Boap

Puck Cunapoma flayna

Beuucnentsii prck Tpucomum 21 Bulle nOPOra, 470 NOKAILIBAET NOBLIUE HHBIW PUCK.

Mocne aHANK3IAa PEIYNLTATOR HA TPHCOMMKD 21 OMASETCA, YTO CPpean 92 MEHLLMH C DAHHAKDELILIH
AAHHEIMM, AMEETCA OQHA »EHLHa C Tprcommed 21 y nnoda n 91 MeHlyuH C HOPMANsHBIMK NNOEMK.
Puck, Burncnentbii PRISCA 1aBMCHT 0T TOUHOCTH NPEACTARNSHHBIX ANA GHANKIA JaHHbIX,

OBpaTuTe BHUMAHKE, YTO BbMUCNEHKE PUMCKE ABNABTCA CTATHCTHHYECKM NPHEMKEHKEM !

Puck Tpucomun 18 -

Biiymcneyveld puck ana Tpucomum 18 pagen 1:1426,
YTO ABMAETCA HOPMOH NO Tpucommun 18

Moanwce Bpaua

Puc. 9. Beit H3MeHeH ToKazate b Bo3pacta — 10 39,5 ner,
[epepacyHTaHHbIil PUCK MOBLICHICH 10 1:92,

Lid
I



CKPMHWHT TpUCOMMIA 21 1 18

e —

DUO Weanwosa Obpadzey Ne 1 [uaber Na
Mapusa Meanoasa [eHs POWIEHAR 01/01/78 TMnoge 1
Paca Esponenck. Boapact ua aary 3afopa 265 [evb 2abopa cuBoporew  19/07/07
Kypexine Her Bec 50 [fara orvera 19/07/07
CkoppextupoBanbie MOM M BblyMCNeHHbIE PUCKH
Cxopp.MoM | Cpok wa naTy 3afopa ceopOTER 12 + 8
PAPP.-A 2.1 miimi 0,52
b-hCG 70.0 ng/mi 1,83 MeToa onpeaenaHmn KTP
Pucx
110
Tpucomna 21
Ha gary 3abopa npobu
! 1:218
‘.

T BozpacTroi prex
R e R Ha gary aabopa npobu
131517 19212326 27 29 31 3335 37 30 41 434547 49 1:680

Baoap

Puck Cungpoma [layna

BhLivMCreHHbIR puck TprcoMnd 21 BLIWe NOPora, Yo NOKalsiBaeT NOBLIWEHHBIA PHCK.
MNocne adanuaa pelyneTatos Ha Tpucomuio 21 0xMAaSTCA, YTO CPean 218 MEHLMH C OOWHAKOBLIMM

[lAHHBIMK, HMEETCA OJHA MEHUWMHA ¢ TpHcoMued 21 y nnoaa 1 215 MeHUWMH C HOPManeHLIMK NNOGaMH,
Pucx, BeMMCNEHHei PRISCA 328HCHT OT TOMHOCTH NPEACTABNEHHLIX ANA BHANKIA JaHHLIX.

OBGpaTHTE BHHMAHWE, YTD BLMNHCNIEHHE PHCKA ABNABTCA CTATHCTHYECKHM NPUGNWKEHHEM !

Pwcx Tﬁuunn 18 i

Buiymcnenssiin puck Tpucomuu 18 < 1:10000, yro
ARNASTCA HOPMANLHLIM JHAYEHHWEM DUCKA.

Nognuce Bpava

Puc. 10. Pacyer pucka y OepeMeHHOl He H3 TPYIIbl PHCKA.
Bospactnoii puck s 29,5 net — 1:690, ChIBOpOTOUHBIE MAPKEPhI —~

B npeaenax Hopmsl (0.5-2.0 MoM), vy KeHLAHbBI — CAXapHbIA AHAOET,
€ Y4ETOM KOTOpOTo pHCK Bo3poc 1o 1:216.
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HUTOI'EHETHYECKHH CKPUHHUHI

B cra3u ¢ tem, 4ro 0OJNBIIMHCTBO XPOMOCOMHBIX MVTALHH —
BHOBb BO3HHKIIHE, npH mo0o0ii OepeMEHHOCTH CVIIECTBYET PHCK
POKIACHHA ]}Eﬁ'EHI{ﬂ ¢ XII. Tp}-’}],[‘.IEMHUE'I'b LHTOI'CHCTHYCCKHX MCTO/10B
JE€NacT MAacCOBOE€ CKPHHHHIOBOE IPCHATA/IbHOE KapHOTHIIHPOBAHME
Ha COBpPCMCHHOM 3Tane¢ TEeXHHYECCKH HC BBINOIHHMBIM, a C VHUCTOM
pHcka ocnoxuenuit UT1J1, nenenecoodpazneiM.

OcHOBOH IHTOreHETHYECKOIO CKPHHHHT A ABIIAETCSH OTIPEAC/ICHHE
CTEINCHH PHCKA HpﬂMﬂﬁﬂHHﬂﬁ NMaTojlaordy v ninojla B 3aBHCHMOCTH OT
po3pacTa OepeMeHHONl B ceMeHHOro pPenpoiyKTHBHOIO aHaMHE3a.
[Tocneanuit BKIIOMAET HaNMUHE V CVITPYIKECKOH napel pederka ¢ Xl
Wi MBIIP, a Takike HOCHTE/ILCTBO XPOMOCOMHOMH abeppaltuy 01HUM
3 cynpyroe. OCHOBHOH 1E/IbI IHTOICHETHYECKOr0 CKPHHMHIA
ABJSETCHA MOHMCK CYNPYKECKHX [ap, H3HAYaIbHO HMMEIOIIHX
MOBBIIIEHHBIH pUCK pokaenns pedenka ¢ XII. B ocymectenenun
ITOI0 BHAA MNPCHATAABHOIO CKpPHHHHIA MOT'YT H J0THBI H]JHH}‘IMHTI:
y4acTHe Bpaun mo0oii cnenuann3alliy, OHAKO Beayiias polfib B
pacyeTe HHAMBH/IYAIb HOTO PUCKA [IPHHALIEAKHT BPAYY-T€HETHUKY.

CKPUHHHI 110 BO3PACTY

CkpHHHHTI Ha cHHIpoM JlayHa no Bo3pacTty Martepd ABIdeTCH
nepsoii u3 nporpamM I1Jl. On ocHOBbIBaeTCA Ha TOM, YTO KayKlas
OepeMeHHOCTh MOJKET 3aBEPLINTHCA PO/KAeHHEM peOeHKA C CHHAPOMOM
JlayHa 1 HEKOTOPBIMH JAPYTUMH XPOMOCOMHBIMH D0/I€3HAMHM, 0/HAKO,
BEPOATHOCTE 3TOr0 Y OJHOIl M TOM K€ KCHUIHMHBI, HE3ABHCHMO OT
YMCJ1a POKIAEHHBIX JCTECH, MEHACTCA B 3aBUCHUMOCTH OT €€ BO3pacTa.

H3BecTHO, 4TO IKCHOHEHUHAIBHBIA POCT POXKIAEHHS NeTel ¢
cunapomoM Jlayna orMeqaercs y KEHIHH ¢ 35-JIeTHEro Bo3pacta.
[TosTroMy HMEHHO 3TOT BO3PACT OBCEMECTHO (PHU3HAH KPHTHUSCKHM
B [J1aHe pucKa cudapoMa layua v niona.

DddexruBrocts [1/1 xpomocomupix Donesnei y Oepementbix
IPYIIBI BEICOKOTO PHCKA 10 BOIPACTY MOKHO TOBBICHTb, MCIOMNb3Y
[IPH pacyeTre pPHCKA Pe3yIbTarkl APYIHX THIIOB [PEHATaIbHOIO
CKPUHHHIa — OHOXHMHYECKOTO H YI1bTPa3BYy KOBOTO,

B{'I"I]'!'HCT OTHa TakKAe B/JIAHACT Ha BOIHHKHOBCHHC TI'CHOMHBIX

MY TTalHi. Y DOKHIBIX MYKUYHH MOBBIIIASTCH YACTOTA BCTPEUYASMOCTH
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CHCPMATOZ0MIOB €O CTPYKTYPHBIMH aleppauusaMu H JIHCOMHEH
xpomocoM 1, YY. XX u XY.

Hanmune pedenka (nmoaa)
¢ XPOMOCOMHO# D0/1€3HBIO B aHAMHE3e

Cornacso MPHHATHIM EBponeiickoit accouMalme
MePUHATAIBHOH MCAHIHHEL PCKOMEHIAUUAM, PHCK TIOBTOPEHHSA
AHeVILIOH/IHH NPH CASAVIOWHX OEpeMEHHOCTAX OLIEHHBAETCA BRILIE,
yeM cpeaHui monyiasunonHeni. Tak kak B 70-80 % ciryyaes Tunrass
XpOMOCOMa HWMEET MATePHHCKOE TMPOHCX0XKIAEHHE, TO MMOBTOPHLIH
PUCK CBA3LIBAIOT ¢ BOZPACTHBIM PHCKOM MallMeHTKH. Taxk, 17158 MaTepeif
MOJOXKe 35 7eT aMIHpHuYecknil pHCcK cocraBiaser okosio | %, a B
BO3pacTe 35 NeT U cTapile — VABOCHHBIH JUIA JaHHOH BO3IPACTHOM
TPVl

Hanwune pedenka (mroga) ¢ BIIP B anavinese

Muokectennbie BIIP MoryT OBITE CileicTBHEM XPOMOCOMHBIX W
reHHBIX MY TalHii, pe3yIbTaToM BO3IEHCTBHS pa3;IHIHBIX TEPaTOTeHOB,
100 COMETAHHBIM BIUSHHEM 3THX (pakTopoB. Beaymas pois npw
ONMpeAENcHUH ATHOMOTHH [OPOKOB OTBOAMTCA UHTONEHETHHECKHM
HCCIeAOBAHUAM, YTO 00VCIOBICHO BEICOKOH YaCcTOTOH XPOMOCOMHBIX
CHH/IPOMOB B CTPYKTYpe MHOKeCTBeHHBIX BITP.

[Iporno3a mostopHOrO poxiacHus pedenka ¢ BIIP 3asucHT
HCKITIOYHTENIBHO OT TOTO. HACKOJILKO TOYHO YCTAHOBJIEHA NMPHYHHA
BIUP v mpeasiaymero pederka WK 11710/1a ¥ poauTeneii ¢ HopManbHBIM
kaproTHnoM. Tak, B clyyae XpoMOCOMHBIX CHHAPOMOB CPEIAHNI PHCK
MOBTOPeHHA cocTasigeT He Oojee 1 %. a B cirydasx HEXpOMOCOMHBIX
— Ha nops oK Beiwe (9-10%), mpuyem JU1s pereccHBHO-HACIEIYeMBIX
MOHOTEHHEIX (DOPM OH COCTABISET OKOJIO 5 %.

Cneaver MNOMHHUTBH TakXe, HYTO TEHETHYECKYIO TPHPOIY
maorux BIIP ycranoruts He ynaercs. IToaromy mocne uckimoueHus
HACTEJACTBEHHOH TAaTOIOTHH  BCEMH  JIOCTYIHBIMH — METOJAMH,
AJACKBATHRIMH JUIH KadA0ro KOHKpPCTHOIO Cly4a, LI,E.’IEEDDE]JEHHU’
pekoMenioBate Y3 B ivHaMuke, B MakCHMabHO HH(OPMATHBHEIE
CPOKH. IMO3BOIAIOIMIHM  HCKJIIOUHTE TIOPOKH, YCTAHOBICHHBIE Y
MpeabLIyInero cuoca.



AHOMAJTHH KAPHOTHIA ¥ POANTE TeH

HocuteabcTBO XpOMOCOMHEIX abdeppaliii aBaseTcs OJIHHM W3
HanOollee onpaBlaHHBIX MMOKa3aHWIl JUIS HHBAZHWBHOW MpeHATATLHOIN
JIMarHOCTHKH.

BeposrHocTh 00pa3zoBaHus HOpMaJIbHOM. cOa/laHCHPOBAHHOMH 1
IEHETHYECKH HETIOJIHOMEHHOMN 3UroThl 3aBHCHT OT MHOTHX NMPHYHH, B
TOM YHCJIe OT THIIA XPOMOCOMHOM TepecTpOiiKH, OT BOBJICYEHHEIX B
[IEPECTPOHKY XPOMOCOM. OT JIOKAJIH3AI[HA TOYEK pa3phiBa U JIp.

CormacHo 000DIIEHHBIM MHPOBBIM JaHHBIM, SMIIHPHYCCKHIT
pHCK poxkieHHs 00NbHOro peGcHKa B CeMbAX. TAE OJAMH H3 CYIIPYIOB
ABJHACTCH HOCHTEIIEM T]JEHEHDHEIIHH. BAPBHPYCT B 3daBHCHMOCTH OT
THITA [IEPECTPONKH | nosa HocHTeld (5.4-11.6%). a Takxke OT CPpOKOB
OepemennoctH (13,3 % B | TpuMectpe n 8.5 % — Bo 11). Cpeansns
yacToTa HecOalaHCHPOBAHHBIX KAPHOTHIIOB, BLIABICHHLIX B TIpolecce
AITIl B rpymnme cynpyxeckux map, rle OJIHH U3 [TapTHepOB ABISICH
HOCHTEINIEM aHOMATBLHOIO KapHoTHIIA, cocTasngeT g0 10%.

MOJIEKVJISAPHBIH CKPUHUHT

Cxkparupyromue nporpamMmsl JJHK-auarHocTHKH Henonb3y0TCA
JUIS BBIABJICHHS JOCHMIITOMATHYECKHX O0/IBHBIX W O€CCHMIITOMHBIX
reTEPO3UIOTHBIX  HOCHTeseli HanOolee HacThIX MOHOI€HHBIX
Oonesneil. BeiABIeHHE TIeTEpO3UrOTHONO HOCHTEILCTBA € TOYHOI
uiaeHTHUKAOMER MyTallud B ciiydae ayTOCOMHO-PELEeCCHBHBIX
3aboneBaHuit MM 3adoleBaHMil, CHEMJICHHBIX ¢ X-XpPOMOCOMOI.
MPHHIMITHATBHO BAXHO U118 onpeiesieHus HHPOPMaTHBHOCTH CEMBH.
TO €CTh BOaMOXKHOCTH nposencHus UIIIL

JHK-ckpuHHHr Hamboliee YacThIX (MaXOpPHBIX) MYyTalluii
CaMbIX pacnpocTpaHeHHbIX MOHOTEHHBIX Oose3Hel (MYKOBHCIIMIO03,
enmikeTonypusa, MuoaucTpodus iomenna, remoduing A wu
B, counansuas wMelmeuHas amuotpodus  Bepanura-loddwvana,
aJipeHOTeHHTAIBHEIH CHHAPOM M JIp.) MOXKET POBOHTLCA HE TOIILKO
B CEMBAX BBEICOKOTO PHCKA, HO H TIO JKEJAHHIO CYNPYTOB,

UMMYHOJOIM'MYECKUH CKPUHHUHI

MMMyHOTIOrHYeCKH  CKPHHMHI  BKIIOYAET TECTHpOBaHHE
Rh-nippHauIeKHOCTH Matepy W pajga WH(EKIHR, NOTeHIIHAIBEHO
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HApPVILAKOIMMKX  BHYTpUYTpoOHOE pazBuTHe mioga. K TakoBbIM
OTHOCATCA: BHPYC KpPAcHYXH. NPOCTOro reprieca, 1iHToMeraioBHpyc,
BHPYC BETpPAHOH OcCnbl, BO30yaAMTEIH TOKcomnasmosza. [IpucyrcTeue
[gG-anTuTen npu orcyrcTreun lgM-anTurten sBiasercs ocHOBaHHEM
U8 HCCJICOBAHMA [MOKa3aTeneH HMX aBHHOCTH (OpH OTCYTCTBHH
BO3MOKHOCTH BBINOJIHHTL [JAHHBIH TECT MOWKeT ObITh IMPHMEHEH
METOJL MApPHBIX MCCJACJA0BAHHH C HMHTEPBAIOM B 2 HEJACTH).
HcnonbzoBaHue  MONEKYIAAPHBLIX  TeCT-CHCTEM 1A J€TeKIIHH
Bo30yauTes el nepeuncaeHabiX HHpexuni merogom ITLIP B couetannn
C KJACCHYECKHMH CEpPOJIOrHYeCKHMH H OaKTepHOJOrHYeCKHMH
MEeTO/laMH [MO3BOJIACT  JOCTATOYHO  HAACKHO  [POBOAUTH
HMMYHOJIOTHYECKHII CKPHHMHI HE TO/IBKO HAa paHHUX CpoOKax
OepeMEeHHOCTH, HO H B [IPEKOHIENIIHOHHOM TIEPHO/IE.

MOKA3AHNA /1)1 HAITPABJIEHU A
HA MHBAZHUBHYIO IIPEHATAJIBHYIO THATHOCTHKY

OchoBHble nokasanumds kK MIIJI 114  KapHoTHDHpOBaHMA
171048 MOXHO [0Apa3/e/dTh Ha [IB€ KATeropHH: IepBas BK/IOUYaeT
rpvimy. (GopMHpYEMVIO 10 pe3yabraraM o0caeaoBaHMs TUI07a
HeHHBa3uBHbIMU MeTonaMHu [1]] (vneTpa3BykoBble H OHOXHUMHYECKHE
MapKepsl XpoMOCOMHBIX Oonesneii). Bropas ¢opmupyercs npu
LHTOTEHETHYECKOM CKPHHMHIC M BK/IIOYAET [PYNNBl IMAIHEHTOB,
Y KOTOpBIX XpoMOcoMHble aleppauuu aumbo Hacneayiotrcd, anOo
BO3HHKAKT ¢ NOBbIUeHHOH wactoroit de novo. CranmpaprHele
NOKa3aHuAa 1714 HAllpaB/JICcHHA Ha KOHCVIBTALHIO JUUIH Oonpeac/ICHHA
uenecoobpaznocTH nposeaenus ML usnoxkensl B pasicie MenKo-
FeHeTHYECKOE KOHCY/IBTHPOBAHHE

OCHOBHBIE METO/1IbI
MHBA3ZHUBHOM NNPEHATAJIBHOM JMATHOCTHKH

HusasupubiMu metonamu [1J1 naspiBaloTcsi BHYTPHMAaro4Hble
BMEIHATENLCTBA MO/ Y/ALTPA3BYKOBBIM KOHTPOJEM, BBINOTHACMbBIC
¢ HEIBKH MOIYYEHHA ILI0HONO MarepHanta 1A NOCICAYHUIHX
UHTOI'CHCTHYCCKHX, MOJICKY/IMPHBIX, THCTOJMOIHYCCTKHX HTH
OMOXMMHYCCKHX aHAJIH30B.



Tabauua 5.

Kﬂpﬂ KTEPpHCTHKA METOI0B HWHBAIHBHON NPpEHATATEHOH JHATHOCTHRY

Idpdex- Cpox
Mevoa Cniocob THBHOCTL | npose- | [Ipormeonoka
BLINOJIHEHMS] | MOAY4eHUs  aenns, ianns
‘MaTepuanal unelenb
Ioa kortponewm V3, | OGumpHan
MECTHBIM | MHOMAa MaTKH,
obesbonuBanmnem, nepeaHedpowH
TpancabaoMHHaNL |NPOMIBOIMTCA HHOE
HaA acnHpaLum1 MyHKLUHA OprowHoii 95. 99 o 9-18 pacnonoweHie
XOPHOH2 (MK CTEHKH M50/ C feTeib
[UIALEHTHI ) MAHIPEHOM H KHLIEMHHEKA,
ACTIHPalHA BOPCHH vrpoxatouiee
xopuona (2-50 wmr) CAMOTNPOH3BO/IL
IUNPHUEM HOE pepLIBaNC
Iloa kouTponem Y3,
MECTHBIM
obesbonueaHuem, yrpoKawee
APOH3IBOIHTCA CAMOTPOHIBOIb
OYHKLHA OpIOLLHOH HOE rpepeiBaHie
AMHHOLEHTES CTEHKH Hrioii ¢ 100% 16-20 |DepeMeHHOCTH.
MaHAPEHOM, BOCOIHTE TbHbI
acnupauus 40 mn n € MpoLecChi B
Donee OCTPOil cTaauu
AMHHOTHYECKON
HHIKOCTH
INoa xouTponem V3, .
g yrpokaiouiee
obe3bomBaniem, et S
) IPOMIBOHTCA . HOE MpepbiBaHme
OpAOLEHTES - 95-98 % 21-34  |Gepemennocty,
OYHKLUHA CBODOIHOMN Bl e
MEeT/AH MY NOBHHbLI H & NPOLECTHE B
WCHpAI, 17 OCTPOIi cTanmi
KPOBH




B  KMIK IV3 KKUCBMIT (MJl) npHMeHSIOTCS
rpancabjloMHHANBHAS — aclHpauuMs BOPCHH  XOPHOHA/TUIALEHTHI,
AMHHOIIEHTE3 W KopjoueHTe3. PHCK npepbiBaHHA OCpeMEHHOCTH M
BHYTPUYTPOOHON rHde/n miojia B TeYeHHe JIBYX Hejle/1b Noc/e 3THX
olepaluii, cor/IacHo HamuM JianHeIM 3a 2000-2006 roasl, cocTaBiseT
ok0710 1.0%.

Bribop  WHBa3sMBHOrO  MeTOda  onpejelsercd  CPOKOM
OepeMEeHHOCTH, MOKA3aHUAMH K ero IIPOBEACHHIO, HHCTPYMEHTAILHOM
nnMeroanyeckoiiocnamennocteionenTpallll aTaxxe kpamdukauuei
aKyVIepa-rHaeKoora no npeHaradsAoi auarsocthke. Ilocnennee
0DCTOATENRCTBO OCODEHHO CYIIECTBEHHO OTpakaercd Ha 4YacToTe
NnocjaconepalHoOHHBIX OCIIOXKHEHHI.

IHPEHATAJIbHAA IWAT'HOCTHKA B Ill TPUMECTPE

Ee rnaBHBIMM HeJOCTATKAMH M OFPAHHYEHHAMH ABISIOTCSA
MEAHIHHCKHE M MOPATBLHO-YTHUECKHE IMPOoOIeMbl, BO3HHKAIOUINE
nepea BpavoM H ceMbel depeMenHoil. JTH npobiaemMbl CBA3AHEBL C
peIIeHHeM CyAbOB! JKH3HECIOCODHOTO 1U10/1a ¢ HACIEACTBEHHON HIIH
BPOK/ICHHOW TaTONOTHEH.

OCHOBHOH  NpHYMHOH  JUId  1IPOBEACHHS  HHBA3SHBHOIO
eMmearenbersa ¢ uensto L1 B I tpumecTpe apiseTcs HeoOXOAMMOCTE
BRIPAOOTKH NadbHeHIIend TaKTHKH BeIeHUS OepeMEeHHOCTH | criocoda
poJIopa3peleHns.

Pemennie mompoca o TakTHKE BeJIeHWS OepeMeHHOCTH TNpH
HATHYHH HapYIOEHHH pa3BHTHA IU10JIa OTIpeAeNdeTCs MpeHaTalbHbIM
KOHCHJIMYMOM, BKITIOYAIOUIHM Bpayei: JIETCKOro XHpypra, y3Hoiora,
AKVIIEPa-THHEKOJI0ra, HeOHATANora, TCHETHKA, Y3KHX CIIelHATIHCTOB
mo mupopuwmo. [Ipu 9ToM, OKOHYATENLHOE pellleHHe 0 Ccyasde
DEPEMEHHOCTH TIPHHHMACT caMa NnalHeHTKa.

IMPEPBIBAHWE BEPEMEHHOCTH
H BEPUOHKAIIHA THATHO3A

Oxruv w3 stanos 1] asmseres sepudmkanns auarsosa. B
c.vHac EGPH[!}HHE].L[HH AHArHO3d ."ipﬂMDEﬂMHﬂﬁ MaToJIONHH  T1LTOOa
HeoOX0AUMO HE TOJBKO ITOATBEPAHTE XPOMOCOMHYIO AHOMAITHIO,
HO W TpORCCTH naroMophororndeckoe wWiydeHHe adOPTHBHOIO

MarepHana.
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llocne npepeiBanus ODepeMeHHoCTH B | TpHMECTpE NIPOBOAMTCH
[MATONeHETHYECKHI aHaM3 XpPOMOCOMHBIX 1IPENaparoB W3 TKAHEH H
OpraHoB I710/1a ¢ HCMOIB30BAHHEM TPAIHIIHOHHBIX IIMTOTEHE THYECKHX
METOA0B, a& TAKKE METOA0B ruOpHamMsaum in situ (Metoasl FISH) n
MOJICKY/ISPHBIX METOJIOB.

[lociie uckyccTBReHHOTO TipephiBaHus OepeMEHHOCTH BO
[ TpumecTpe BOIMOKHOCTH [HTOTEHETHYECKOIN JIMArHOCTHKH
OrpaHWYE€HHEl BCIEACTBHE ayTomn3a OONBIIMECTRA TKaHeH mona. B
CBA3HM C 3THM 1I€1€C000pa3Ho. U718 ONPEIe/IEHHS MPOrHO3a MOTOMCTEA,
OPOBOAHTHL  MpephiBaHHE OCPEMEHHOCTH ¢ HCNOJIB30BAHHEM
OpoCcTarnadInHOB. Oos3areLHBIM IBIACTCH JNeTATLHBIH
naroMopQoIorHYeCcKHi aHa 113,

CUHCTEMA MMPO®UJTAKTHKH BPOXKJIEHHLIX ITOPOKOB
PA3BUTHUSA U HACJIEJICTBEHHBIX 3ABOJIEBAHUN B
IMMPUMOPCKOM KPAE.

B mnactoamee Bpems B [lpamopckom xkpae paspaborana
M BHeJpeHa KoMrulekcHas cuctema npodunaktukn BIIP n H3.
MEPOTPHATHA KOTOPOH pealiH3VIOTC Ha 3-X aTanax: nperpasuaapHoM,
[IPEHATAILHOM H IMTOCTHATAIILHOM .

[Iperpasuaapuslii yTan, OCYINECTBIIETCS HA TIEPBOM YPOBHE
JITY  akymepcko-ruHekonormdeckoii  cay:kOel ®  1adoparopHo-
JIMATHOCTHYECKOH CmykO00# Bcex opM coOOCTBEHHOCTH, HA BTOPOM -
[eHTPaMH TUIAHAPOBAHWA CEMBH W PETIPOAYKIMH B KpaeBOH MeIHKO-
reneTnyeckoii korcyeTaueii (KMI'K), Ha tpetbem — desiepansHbIMu
VUpPERICHHAMHA,

Ha panHoM »rarne cocrasigeTcs M1aH MoJAroTOBKH K 3a4aTHIO W
BeJICHHA DEPEMEHHOCTH, TPOBOIATCA MEPOTIPHATHA 10 00CIEI0BAHHIO
M., eciau HeoOXOJMMO, JIEYEeHHIO CYNpPYKeCcKOH Iaphl 10 TOBOIY
3a00/1eRaHIH TTePEIAlOIIMXCH MOJOBBIM ITYTEM, BHPYCHRIX HHpEKItHH,
BBISBJICHHBIX COMATHYECKHX W JIp. 3a001eBaHM.

[IpenaraasHblii dTan peajm3yerca: Ha IMEPBOM  VPOBHE
JITTY  akymepcko-ruHekonornueckoit  ciayxber u  abopartopHo-
JMarHoCTHYECKOH ciy:k00#i Bcex (opM cODCTBEHHOCTH, HA BTOPOM
- KMI'K, na tpetbem — (efiepanbHEIMH YUPEKICHHAMH (2ITOPHTM
MpeHaTaJIbHOro CKpHHKWHTA npeactasiicH B [ puaoxenun 1).
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lla nepeoM ypOBHE TIPOHM3BOJMTCA ODaKTEPHOIOTHYECKOE
W cepoaornyeckoe o0ciaenopanHe GepeMeHHOM, CKPHHHHIOBOE
OIpe/le/ieHHe YPOBHEH ChIBOPOTOYHBIX Mapkepos, Y3H mmona 1-ro
VPOBHA, (POPMHUPOBAHME I'PYINIBEI BHICOKOIO PHCKa 110 POMKICHHIO C
BIIP n H3 cpean Bcex Oepemennbix u Hanpasiaenue ux 8 KMI'K, a
TaKKe JApPYTrHe MEPONPHATHA.

Ha BropoM ypoBHE NPOBOIUTCS JOMOIHHATEIBHOE HIIH [IOBTOPHOE
o0cen0Banne ChIBOPOTOMHBIX MapkepoB H Y3HM mioaa 2-ro ypoBHs,
MEHKO-TEHETHYECKOE KOHCYJILTHPOBaHHE OepeMeHHBIX TIpYIIb
BLICOKOIO pHCKa no poxaeuuio pebenka ¢ BIIP m H3, unBaznsuas
IpcHarTa/ibHad JIHArHOCTHKA, HHBA3IHBHLIC HE‘ieGHLI-E MEI]DITFHHT HA.

Ha rtperbeM — IPHUMEHAIOTCS MOJEKY/ISAPHO-TeHETHYECKHE
METO/IbI HCCJIE/IOBAHNS 1J10/1a, TeJIeMeIHIIHHA (JUIs1 CIIOXKHBIX Cily4aen
BIIP nnona), amarnocTuka, nevyeHue cnoxkHeix cnydaes BITP u H3.
ITocTHATANBLHBII YTAN TAKKE Peaan3yeTcs Ha 3-X VPOBHSX.

Ileppriii — JIIIY Bcex npoduneil, B KOTOpPBIX NPOBOJAMTCS
OTOOP NALMEHTOB /U1 MEIHKO-IeHeTHYECKOH KOoHCyabTaluu. Bropoii
vpoBeHb peanusyerca KMI'K, rae npoBoaarcs KoHCyIbTaruu
MalMEHTOBR C IOJ03PEHHEM Ha HACHe/ICTBeHHOe 3aboneBaHue HITH
BIIP. Takie npoBOAMTCA MACCOBBLIH CKPHHHHI HOBOPOXKIAEHHBIX
Ha (DEHHIKETOHYPHIO, BPOMK/IEHHBIH THIOTHPEO3, TaJAKTO3EMHUIO,
A/IPEHOTEHUTANBHBIH CHHIPOM, MVKOBHCIW/I03. BriABrnenHble aeTh
CTaBSTCA HA IACTIAHCEPHBII YYET, pervispHo NpoXoaaT 00ciie10BaHu.
nomy4aror jeuyenHe. Tperuil ypoBeHb - (penepajibHble LEHTPEHI, B
KOTOPBIX [IPOH3BOIATCSA MOMEKYISPHO-TeHeTHYECKHE HCC/IeI0BAHIA ¥
MaIHEHTOB C MOHOTEHHOH MaTOMOrHeH H CIOKHBIMH XPOMOCOMHBIMH
ab0epatHaMH, Koppekiua caokHbIX Gopm BlIIP, neyenne HeKOTOpBIX
PEKO BCTPEYAIOIMXCS HAC/IeICTBEHHBIX 3a001eBaHHI.
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JAK/TIOYEHUE

[lpy nnanupoBaHMM ceMbH CYNPYKECKOH Mape MoKasaHo
npocnexkrusHoe MI'K ¢ nensio nepeuuHoii onlenkn pucka BIIP n
HACJIeJCTBEHHBIX Oose3Heill, A1 npeaocTapleHHs HHQOpPMAaLHH
0 npeKoHUenuuoHHoH npodunakTuke. llo xkenanmio cynpyros
BOZMOKHO T'CHETHYECKOE TEeCTHPOBAHHE I CO3IaHHS Hacnopra
IeHEeTHYECKOI'O 310POBbA.

HeoOxoauma mMakcHManbHO PaHHAS TIOCTAHOBKA OepeMeHHOi
HA yueT B JKEHCKOH KOHCYIbTallHH, ¢ nposeneHunem Y3H nmaona ans
OTnpejielIeHHs TOYHOTO ¢cpoka OepeMeHHOCTH, HaNlParJIeHHE KEHIIHHE]
Ha uHBa3uBHYIO [1]] B ipy Hasmmunu abCoMOTHBIX NOKa3aHWii: BO3pacT
35 ner u crapuie. HaJH4YHE XPOMOCOMHBIX MEPECTPOeK V OIHOTO
n3 cynpyroe, MBIIP unu XpoMocoMHble 00/€3HH Y NPEabLLYILEND
peOeHKa, H3MEHEHMS CLIBOPOTOMHBLIX MAapKepoB (C OLEHKOIT HX
MpH MOMOINM ABTOMATHIMPOBAHHLIX [POrpamMM), BBICOKHH PHCK
MOHOTEHHEIX DoJIe3Hei.

HMurazupnas [1]] nposoures naunnas ¢ O Heens ﬁEpEMEHIchH
H ITO3BOJACT C BHCDKDﬁ CTEIICHBIY MOCTOBCPHOCTH BBIABHTL V
10Jd  XPOMOCOMHBIE H MOHOI'CHHBIC HAPVIICHHA, ONpeaciInTh
HMMYHONOTHYeCKHit 1 HH(PEKIMOHHBIN cTaTyC.



Crnmcok HenoJIb3yeMeIX COKpaImeHuii

ADII - anwdaderonporenn

BI'KH - BpoxaenHas runepriasnsg Kopbl HAAMOYEUHHKOB

BO3 - Becemupras opraini3anus 3 1paBooxXpa "HEHHS

BIIP — BpoxkIeHHBIE TOPOKH PAIBHTHA

JI3HT - neder 3apaienns HeBpaIbHOMH TPYOKH

HTTJ] — unBa3uBHas npeHaraibHas IHarHOCTHKA

KMI'K 1'Y3 KKIHCBMII (MJ1) — xpaesas MeIHKO-TEHETHYECKAs
KOHCYIBTAaUH Y3 KpaeBoil KIMHAYECKHI LIEHTP COBPEMEHHBIX
BUI0B MeAMIIHHCKOH ITOMOLLH (MaTepHHCTBA H JIeTCTBA)

KTP - kormumnko-reMeHHO#H paiMep

Mb - MOHOreHHBIe DolTe3HH

MI'K - MeIMKO-TeHeTHYECKOE KOHCY/ILTHPOBAHHE

MCb - MmapkepHBIe CHIBOPOTOYHBIC DElTKH

HK- nazaibsHas KocTh

[1]1 - npenarankeHas JHArHOCTHKA

LT - naneHTapHbIi 1akToreH

(") - cBODOAHLIN (HEKOHBIOTHPOBAHHBII) 3CTPHON

I'BII - Tommumna BOpOTHHKOBOTO NPOCTPAHCTEA

XI'H - XOpHOHHYECKHI NrOHAIOTPOTIMH Ye/10BEKa

Xb - xpomocomusie Done3Hu

Y3M - vsTpa3ByKOBbIE MapKephl

PAPP-A - npoTeuH. acCOUMHPOBAHHBIH ¢ MIIALIEHTOH DepeMeHHOH

[7-O1T - 1 7-ruapokcunporectepon
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[piwomenne 1.

AJNTOPHTM NPEHATAJIBHOTO MOHITOPHHT A

Cpokn

_ Gepemennocin
INepauynoe
oOpawenne
CARCTATEIBHO Ha
4 - 6 nepene)

MeToas obeIe10BAHNA

HHIHNBHAYAIBHOIOD

BEIACHITH

e ———

Cocrasienue
fepemeHOCTH.

IL1aHA

Puukaisnoe obcaeaoBanne:

Hamepenne macchl Tena, pocta, aprepHanbHOro AaBICHHA (HA
ofeHX pykax), nanenauHs WHTOBHAHONR Keneibl, MONOUHLIX
AKENe3, ayCcKyAeTauMA Cepaua ¥ Jerkux, OCMOTp KHMBOTA o
KOHEYHOCTEH, OCMOTP CTOMATONOIOM

I'vHeR00rHYeckoe obc/Ie10BaHHe:

baMaHyanbHOE BAAMANTMLUINOE HCCHCNOBAHME, LUMTONOrHYECKHil

AHANHI  BIATAMMUIHOTO  OTIENAEMOI0 M MAIKOB M1
LEPBHKANBHOrO  KaHana, onpeaenenue Koudurypaumu 1
Pa3MEPOE MATKM W COCTOSHHMA NPHAATKOB, HAPYkKHAA

NENLRHOMETPHA, OCMOTP WeHKH MAaTKM B IepKanax
JlabopatopHble HCCIEA0BAHNA:

O0wuril aHanu3 Kpoeu, o0WHIl aHANHI MOUK, TECT Ha cHdunuc,
BHY. renaturul B 1 C, 3a0onepanna nepesaowmeci NOJA0ELIM
OYTEM, IHTOMETANOBHPYCHYIO HHPEKUHI, TOKCOMIA3IMO1,
KPAcHyXy. BHPYC NPOCTOro repneca, roHopeiinyo nuderumno,
onpeneneHne rpynnet kposu, Rh-takropa. remocrasnorpamma
Hanpapaenne B MeANKO-T€HETHYECKYH) KOHCYALTALN
EEPEM-EHHI:II Ipyviiibl BRICOKOID PHCKA N0 pPOaieHnm
pebenka ¢ BIIP wan H3: eoipacr Gepemensol — 35 net u
cTapuie, orua n1oaa — 45 | craplue; HUITHYHE Y CVIIPYIoe [IeTel
wan poacteesuukoe ¢ BIP n H3, eozaeiicTene fusnveckoro,
XHMHYECKOro Han GHOMOrHYECKOro TeppartoreHHoro thakropa na
IA0A, HIMEHEHHA MNOKaaTeneil ChBOPOTOYHBIX MAPKEPOE,
BBIABJICHHBIC BPOAICHHLIE IOPOKH PA3BHIHA H 3XOICHHLIC
MAPKEPLI XPOMOCOMHOH NATOIOrMK 11043

| ————

B mobom cpoke
DepemMeHHOCTH
no NOKAIAHWUAM

Meanko-reHeTHYECKOE KOHCYALTHPOBAHKE
¥3H naoaa 2-ro ypoBus

HHBAITHBHAR NPeHATANBHAS IHATHOCTHRA
BuyrpuyrpoOnoe JeveHne naoaa

I TpumecTp

[MoeTOpHEIE
o0paweHna
{ Kaskable 4
HeIenH |

Jdaboparopubie neciaeiosanmnsn:

Obwwil anann: kpoBw u moud, ananuwz na RW. pupychwuie
rematitet B w C, BHY., rowoperno. TORCH-nudexkunn,
reMOCTazHorpaMma - |
PuinkansHoe obicaeaosanne:

ApTepuansioe aasnexne (Ha oDenx pykax). ocMoTp
NANLNALMA KHBOTA H KOHEYHOCTET, HIMEPEHHE MACChI TeNd
JaGoparopubie Hec e 0B8RI

| OGumii ananins Kporn 1 MouH

e =



| 0 - |3 Henens

|10 - 14 wenens

KOMILIOTEPHOI OLEHKOIT CTelleHN pHecKa)

I-[-m::l-l:,,]unﬁu;l_{r .h‘_lilﬁlll Hi _PAPF-H, ceoboanniil B-XI'Y (¢

¥Y3IH mnuoaa: BHIABNEHHE BPOXICHHLIX MNOPOKOER pPAIBHTHA,
IXOTEHHBIX ~ MEPKEPOB  XPOMOCOMHOH  MaTolloruM  niaoja
(TONIHHE BOPOTHHKOBOTO NPOCTPAHCTRA, pazMep KOCTel Hoca)

19- 14 Hemens

1 Tpm:éﬁ_ﬁ

- [TosTOpHLIE
oOpaleHns
(Kaxubie 4
HeaenH )

BHONCHA XOPHOHA — MHBAIMBHAY MPEHATANLHAA THArHOCTHKA
(Wecnenosanwe XPOMOCOMHOTO rabopa, HEKOTOPBLIX
HACICACTHCHHEIX 3a00IeBAHAIT TUI0J14) MO MOKA3AHIAM
JdabopaTopusie Hecie0BAHNS:

OOwmrA ananws KposW M MOMH, TecT Ha cndwmane, BHY w
rovopero, Ha  TORCH-wndekusn (ecim wccnenoranne B |
TPHMECTPE BHIABIUIO OTCYTCTBHE AHTHTEN). caxap KpoBu W 17-

FHAPOKCHIIPOTECTEPOH

am s o —

——— o — s T . S 2

MiinkaasHoe obejieloBanme:

AprepuansHoe parieHHe (Ha o0eHX  pykax), ocMoTp o
NaTLNAUHA AWBOTA M KOHEYHOCTEH, W3IMEpPEHHE Macch Tela,
BLICIYLIMBAHHE CEPJILIA NIOAA

JdabopaTopusle Hecael0BAHNEA:

OOUIHI aHaNMU3 KpoBH M MOYH

15- 18 Henensn

——

MaauwenTouenTes — HHBAIUBHASR MpecHATANBHAA AHArHOCTHEA

[HL'IJJII‘.'.UI'.'IHH HHC APOMOCOMHOID HHEUPEI. HEKOTOPBIX
_ | HacnencTeeHHBIX 3a0oneBadiii naoaa) no nokazawnwaM |
16 — 20 Henenb Hecaeaosanna KpPOBH Ha aasda-peronpoTenH,

XOPHOHHYECKOH TOHAXOTPONHH, CcBODOAHBLIN 3CcTpHOA (¢
KOMIOLIOTEPHOIT 0eHKOI CTeneHn pHcKa) . ]

1 f: Heaenn

AMHHOUENTE? - HHBA3NBHAA NPEHATANLHAS IHATHOCTHKA
(HCcchneoBaHHe XPOMOCOMHOTO Habopa, HEKOTOPBIX
HacieACTEeHHBIX 3abonesannii nioga, amarrHoctuka TORCH-
HHpEeKUMil B AMHHOTHYECKON WHAKOCTH )

20 - 24 nenens

¥3IH naoaa: BeISBNEHHE BPOXKIAEHHBIX NOPOKOR pPa3IBHTHA,
AXOFCHHLIN.  MApPREpOB KPDHE}EIJHHDﬁ NaTOa0rHH Naoda, [IpH
BLIABICHHH WIMEHCHNH — HanpaeieHne B KMI K

C 21 Henean

anﬂ ouenres -Hueaznenas n PCHATAIEHAA IHANrHOCTHEA

{uccnenonsaHme XPOMOCOMHOIO Habopa, HEKOTOPBIX
HACIEACTBCHHLX 3adonesannid naoaga, awardHoctuka TORCH-
HHpekunil, rpynnel  KpoewW, pesyc-paxkTopa naoxa) rio

MOKAIAHHAM

: = R

(" 21 wenenm

Buyrpuyrpoinoe edenne o

I. NyRKuns AWIKocTHRIX obpazoBaHMil naoga  (acuure
AKHBOTA, KHCTHl AHYHUKA, THAPOTOPAaKCE, FTMAPONCPHKApIE H ap. )
1. 3amMeHHOe nepeHBaAHIE KPOBH MNJI0OAY MPH pe3yc -
KOHQNHKTE

3. Beeaenne B NYNoUHYIO BeHY NPenapiaTos (rOpMOoHbl,
BHTAMIHHBL W Ip. )

4. Tevuebnniit aMuHoUeHTe: (TPH BRIPAKEHHOM MANO- H
MHOFOBOHH )

B R —




I rpumectp

pr——

28 - 32 Hexean
[loBTOpHEIE
obpaieHus
(xkaxabic 4
He1e/H)

1_E_IHHBHIICI OTCYTCTBHE aHTHTEN)

' NlaGopatoprbie HeCAENOBARNR:
Ha TORCH-undexumn (ecnu mccneaopadue 8 |, 2 Tpumectpe

DrzuKkaIbH0e 0bcae1oBAHNE:
| AprepuansHoe jaaenenme (Ha obewx pykax). ocMoTp M
| ManbMalUMa WHBOTA H KOHEWHOCTEH, WIMEPEHNE MACCHl Tena,
BBICTYIIHBAHKE Cepalla Nio/a
JabopaTopHbie HecIe0BAHWA:
OO0l ananus KpoBH H MOYH

32 - 36 nenens

- ®u3ukaasHoe obcienoBanme:

[MTosTOpHBIE | AprepuansHoe aaenewve (Ha obedwx pykax), ocMoTp W
oOpauieHns NANBNALHA KHBOTA H KOHEYHOCTEH, WIMEpPEHHE Maccel Tena,
(kasawie 2 BEICTY LIMBAHHE CEPALA Nnoaa
HelenH) JabopaTopusie HeceA0BAHNRA:

OGImmit aHanu3 KpoBH W MOYH

@O yRKUHOHATLHAR IHATHOCTHKA!

| V3H, kapanorokorpadus )
37 - 40 Henenw POuinkaasnoe obcnenosanme:
l.ﬂt:-n‘rnpﬂue-. ApTepuanibHoe JaamaeHue (Ha obewx pykax), ocMoTp M

obpalierHus NanbnauHa w®HBOTAa M KOHEYHOCTEH, M3IMEpeHHe Macchl Tela,
(eweHenensHo) | BHICY IUMBAHKE cepala rioaa

JabopaTopubie HecaeT0BaAHHNA:
l OO6mumii aHaIM3 KPOEKH W MOYH, I'eMOCTa3HOrpaMma

32 - 34 Henenm

' V3N naoaa:

| (pYHKUHOHAILHAA OLEHKA COCTOAHUA M101a

| BLIABJICHME BPONISHHBIX MOPOKOB PA3BHTHA C  MOIIHHM
MPOSBJEHHEM, IXOTeHHBIX MApPKepOB XPOMOCOMHOII MaTosori

| naoaa, NpH BuIABIEHHH WiMeHeHuil — nanpaenenue B KMI'K

Moanucano B nevars 06,04.2008 r
Dopuar 62x84/16. Yen. mew n. 2,8,
Tupaz 1000 w3 Jakas N9

Ormiesarano s thnorpadusn OO0 PHL] “Haea™
690950, r. Baaansoctok, yia. Be Cabnpueea, 14




000 «HOHUNAB»
HesaBncuman nabopatopmua «lOHUINAB-Xa6apoBsck»

r. Xabaposgck, yn. lepmonTosa, 52, ten. (4212) 41-12-39

CeTtb 3abopHLIX NyHKTOB:!
MY3 «[erckana ropoackas bonsHuua Ne9
(yn. KpacHopeueHckas, 71, ten. 54-50-25)
000 «MU «barupa» (yn. 3anapunHa, 133 A, Ten. 61-40-40)
000 «bect-Mea» (yn. PyaHesa, 81, Ten.77-36-02)
000 «Mpuma Meguka» (AMmypckuin Bynesap, 57, ten. 79-40-68)
ML «daxko» (yn. Bonovaesckasn, 183, ten. 31-09-11)
MY3 «lopoackas nonuknuHuka Ne15 (yn. AstobycHas, 112)
MLl «Baw pgoktop». (yn. TypreHesa, 46, od. 406 (4 atax),
Ten. 62-64-14)

r. Komcomonsck-Ha-Amype
1. 000 «KnuHuka cemenHon MeguunHbl» (yn. BoksanbHasa, 52,
Ten. 51-18-08)
2. MHdekumoHHan 6onbHuua (yn. Wopca, 81, ten. 55-81-10)
3. LleHTpanbHas panoHHas BonbHuua (yn. 3eneHas, 10)
4. 000 «Knunuka LLupokosa» (yn. Cupopenko, 32, Ten. 52-97-71)
5. 000 «MepcoHa» (yn. MapTusanckas, 12, Ten. 54-74-93)
6. 000 «Bpak u cembs» (yn. MarapunHa, 17/4, ten. 51-02-32)
7. 000 «Mupyc» (yn. Nenuna, 30/2, Ten. 54-37-94)

r. AMypck
1. XKeHckas koHcynbTaums r. Amypceka (yn. Ctpoutenen, 21 a,
Ten. (42142) 2-76-09)
2. [letckas nonuknuHuka r. Amypcka (np. MoGeaepi, 6 a.
Ten. (42142) 2-76-65)
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