cpociinecst najibipl (CHHAAKTHIS), THIOMIA3Uus JAPYrHX najibieB kucrin. B 85%
ciydaeB y GOJbHBIX OOHAPY/KUBAIOTCS Pas3yimyHbie (JOPMbI BPOK/ICHHBIX MOPOKOB
cepana: edeKTbl MEKIPEJACePAHON H MeAOKeTyI04KOBOI Meperopo/loK, OTKPBITHIIL
AOPTAJIBHDII MPOTOK, KOAPKTAllMS aopThl, CTEHO3 JEroyHOIl apTepun, MpoJarc Mu-
TPAJTbHOTO KJalaHa.

Illupuntuena cungpom, Shprintze syndrome, — BegoKapAnOMACIHAIBHDIN Jie-
(exr. XapakrepHble NPH3HAKN: Je(eKT MeX:Kelry10YKOBOIl Neperopojiki, TeTpajia
Dasto, MPaBOCTOPOHHSIST Ayra AOPTHI, BOJIYbS IaCTh, BBLAAIOMIMIICS Brepea HOC,
TOHKHE PYKI.

Amsapaca cunapoM, Edwards syndrome, (tpucomust 18 Xpomocombr), — Xpo-
MOCOMHOE 3a00/I1eBaHNe, XapaKTePH3YIOMeecss MHOXKECTBeHHBIMI TOPOKAMHU Pa3BHTHS
n Tpucomueii 18 XpoMOCOMBI.

Aamca — Ban Kpeseanga cunapom, Ellis — van Creveld syndrome, (xouapo-
9KTOMEpMa/IbHasl JAUCIIA3HS, ME309KTO[epMalibHas ANCIVIA3Hsi) — Hac/IeJCTBEHHOE
3a00J1€BaHIle € ayTOCOMHO-PEIECCHBHBIM THUIIOM HaCJe/0BAHHS.

XapaxTepHble TPH3HAKI HEMPONOPIMOHAIbHAS HIU3KOPOCJOCTh, CHMMETPHYHOE
YKOPOUEHIe KOHEYHOCTell 3a cyeT Mpeariednii 1 rojeHeii, mocTakcuaabHas MOIH/ aK-
TIUJIHST KUCTEH, MHOT/A CTOI, PeJKHe, JOMKHE BOJIOCHI WM aJoIelus, IHIONJIasis
WM AIviasusl HOTTeH, 4acTHYHOe OTCYTCTBHe 3y60B, MeJKHe, paHO BBINAIAI0NINe
3y6bl, KOpOTKasi BepxHsig ry0a, pacuiequtbl ry6er n (mam) néba. Ilopakaores u
BHYTPEHHHE OpraHbl: BPOXK/IeHHbIe TOPOKH cep/ia (aedekT MexIpeacepaHoil mepe-
TOPOJKI WM €€ OTCYTCTBHE), MOPOKH PasBUTHS MOYEHOJOBOH cucreMbl (KpuIirop-
XM3M, anuchaaus). Y uyactu GOJbHBIX HaGJIOAaeTCsi YMCTBEHHAsi OTCTAJIOCTb.
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lnaea 1

CKPUHWUHIOBOE Y3#
NP BEPEMEHHOCTH

1.1. NEPBbIA CKPUHWUHT (10-14 HELEJb)

[lesaMu laHHOTO MCCJIE/[OBAHMS SIBJISIIOTCST: TIO/ITBEPIK/ICHIE HAJIH-
4is pas3BHBalONIEiics BHYTPUMATOUHON GepeMeHHOCTH; Bepudukaims
AaThl POJIOB IOCPEJCTBOM OIpe/ie/IeHHsT KOIUUKO-TEMEHHOTO pa3Me-
pa: a TakKe BbISBJIEHHE MHOIOILIOAHON OepemenHocTu. Takke Ha
JaHHOM CpPOKe GepeMEeHHOCTH MOKHO OIPE/IEJHTh PaHHUe MPU3HAKH
maabdopmaluit miroza.

Puc. 1.1-1. Mnop 7 Hepenb

KoHTyp TEna
W Pom6oBMaHbIA MO3T

B nocneanue rojibl IS OIEHKH PHCKA HAJIUYUS XPOMOCOMHDIX
AHOMAJIMI y 1JI0/la aKTHMBHO INPHMEHSIETCST METO/] M3MEPEHUs] BOPOT-
HUKOBOIT 30HbI. ONTHMaJbHBIM IS BBINOJHEHHsS JIaHHBIX H3Mepe-
HUIL aBisgerca cpok Mexay 11-it m 13-it HegesnsiMu GepeMEeHHOCTH.
Ha Gosee nosauux cpokax HHGOPMATHBHOCTH [AHHOTO KpPHTEPUs
CHUZKAETCS.

Tounoe m3MepeHue HMIMPUHBI BOPOTHHKOBOI 30HBI IIPE/ICTABISAET
JUISE Bpada /I0BOJIBHO TPY/HYIO 3ajady, TPeOYIONyl0 3HA4YNUTEeJbHOIrO
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KOJIMYECTBA BPEMEHH, OINPe/e/eHHbIX KJINHUYECKUX HABbIKOB M OIIbI-
ta. JIOKHbBIE IMOKasaTean MOYKHO IOJYYHTb B TeX CJydasx, Korja
AMHUWOH H])IIHHM&CTCH OIJ_[II()()‘IHO 3a ITOBEPXHOCTDb KOJXH.

Puc. 1.1-2. MNnop 8 Hegenb

e et

o

[

GpoHTanbHbIN Cpe3 nnoaa. B Kowtyp Tena
M Pomb6oBuaHbI MO3T

BepxHsis rpaHuiia HOPMbI IIPU 9TOM COCTaB/sseT 2,5—3 MM, HO
P OIEHKE PHCKA PAa3BUTHS XPOMOCOMHDBIX aHOMAIMH Yy ILJI0JA
cJle/lyeT TakyKe Y4YMThIBaTb Bo3pacT Marepu. Tak, Hanmpumep, pHCK
cungpoma Jlayna cocrasaser 1:500 y 20-meTHux Marepei ¢ II0A0M,
y KOTOPOrO KOIYMKO-TEMEHHOII pa3Mep paBeH 55 MM, a IIHpHHA
BOPOTHHUKOBOW 30HBI 2,5 MM; B TO BpeMs KakK IIPH TaKuX JKe I10-
KasaTeasx IJIoja y 45-yerHux Marepeil gannblii puck yxke 1:30.
Hamyuiime CpoKM BBIOJHEHUST IEPBOrO CKPUHHUHIA /11 PaHHEro
BbIgBJIeHNMs MasibopMarmii mioga cocrapasiior 12—13 Hegenp Ge-
pemenHoct. Y3W nHa 6osiee paHHHX CPOKaX He sABJsercs: HHMOP-
MATHUBHbBIM.

OcHoBHOE Wcclle/JoBaHNe JIOJKHO BKJIIOYATh U3MEPEeHHe KOIMYMKO-
TEMEHHOTO pa3Mepa, OKPY)KHOCTel TOJIOBBI M JKMBOTA, IMMPHUHbBI BO-
POTHUKOBOI 30HbI, OIIEHKY KOHEYHOCTEil, »KeJy/lKa, MOYEBOTO I1y3bl-
psi, KOHTYPOB Testa U cep/na miojga. Mcemonbsya dyHkuuio zoom Ha
COBPEMEHHBIX ariapaTax, Ha J@HHbIX CPOKAX MOYKHO IOJIy4YaTb YeTbl-
pexkaMepHble cpesbl cepziia. KpyiHbie cocy/ibl MOKHO BU3Ya/IU3HPO-
BaTbh, HCIOJIb3YsI METO/IMKY IBETOBOIO KapTupoBaHus. /lanHblii MeTO/
TaK)Ke IPUMEHSIETCST /IS MCKJIIOUeHHs] HaJU4Yisl €AMHCTBEHHOW I1y-
mo4yHoit aprepuu. KoHEYHOCTH BU3YaJU3UPYIOTCS XOPOUIO MPU CPOKE
12—13 nezpenb. Ha gaHHOM cpoke GepeMEeHHOCTH MOYKHO IIOJIYyYUTb
n300paskeHne BCEro IUIo/la B II€JIOM Ha OJHOM H300pa’KeHuH, 4YTO
ropasjio Tpy/Hee cjesaTh Ha GoJjiee MO3/HUX CPOKax.




Pyc. 1.1-3. Mnop 12 Hepenb

CamtTanbHblil cpea nnoga. = Kowryp Tena
Kenynok
Juuo
[M03BOHOYHMK
Nerkve
KoHTyp matku

Xorst npu TpaHCcaO[OMUHAIBHOM HCC/IEOBAHUN MOYKHO BbITIOJ-
HUTH BCe HEOOXO/MMble u3MepeHus, TpaHcBarumHaabHoe Y 3U Mox-
HO BBITIOJIHATD TPU TaKUX COCTOSSHUAX MaTepH, KaK OXKHPEHHe W/
PETPOBEP3UST MATKH.

Puc. 1.1-4. LLenHoe npocBeTneHne

CaruTTanbHbIi cpes nnoga. B TpaHuLbl aMHUOTUYECKOM NONOCTH

Cpox BepemeHHoCcTH 12 Hepaens. KoHTypbl Tena nnoga
OnpenenseTcs WeiHoe NpocBeTNeHe B paHuLbl WeltHoro NpocBeTNeHUs

¥ SMHUOTUYeCKas NonocTb.

C nenpio 6e30IaCHOCTH JIONIJIEPOBCKOE HCCJIE0BAHNE B II€PBOM
TpuMecTpe 6epeMeHHOCTH CJIe/lyeT BBIIOIHATH TOJBKO MPH HAJAUYUN
HOKa3aHu.



B cpeanem na nposesenne Y3V B mepBom Tpumectpe Tpedyercs
okos0 15 MunyT (Ipy HOPMAJbHBIX ITOKA3ATE/SIX ILI0/A).

[TepBblil CKPUHUHT M/€aJieH /I OIpe/leIeHIs KOJNYeCTBa XOPUO-
HOB TIPU MHOTOIIO/HOI GepeMeHHOCTH.

Puc. 1.1-5. Onpeaenexne pa3mepoB ronosbl

I BunapueTanbHblii pasmep B OKpyXHOCTb rofoBbI
Io6Ho-TeMeHHON pa3mep

Puc. 1.1-6. CocyaucTble cnneTteHns

B CreHka maTku

B KoHTtyp ronosbi nnoga

= [onywapws 6onbLUoro Moara
B CocygucTble cnneTenus



Suc. 1.1-7. 'nuo nnopa 12 Hepenb

OHTYpbI NMLa
OHTYpbI Tena

B Ceppue

W Jlesbiit xenynoyek
MpaBbIi xenynoyek

B KoHtypbl TENa




Puc. 1.1-9. Miameperus xwBota. ynosuHa

Puc. 1.1-10. Pyka (kucTb) 13 Hegenb

i I

B NynosuHa
M KoHTyp Tena nnopa (OKpyHOCTb X1BOTA)
Il Cocypabl nynoBuHbI

= Z-4
93 Lo, TR .

L

= She= ol

{
\

B KoHTypb! pyku
= KoHTypbl T€Na



Puc. 1.1-11. MHoronnogHas 6epemMeHHOCTb

MuoronnoaHas 6uamHuoTMYeckas B KoHTypbl nnopos
SuxopuanbHasi 6epeMeHHOCT. M KoHTypbl aMHMOHOB



1.2. BTOPOW CKPUHUHT (18-22 HEAOEJIN)

HGJISIMH JAQHHOTO CKPUHHUHTA ABJAIOTCA HE TOJbKO IIOATBEPIK/IC-
Hu1E pa(&BI'IBa}()HIer’ICH 6€p€I\I€HHOCTH, HO M omnpejgeneHne KOJINYECTBA
[JIO/I0B, JIOKaJIU3allun IJalleHTbhl 1M, caMO€ Ba’KHOE, H'dp}’I_UCHHIUI pa3-
BUTHA ILJI0O/1Q. Ha sTom CpPOKe TaKKe OLCHUBAIOT CEPALE IJioga u
AMHUOTHYECKYIO JKHU/IKOCTD.

Puc. 1.2-1. MNnog

B KoHTypbl nuua
B KoHTyp aMHWUOTWYECKO MoMnocTyn
KoHTypb! TEMA

BuomeTpuueckasi OleHKa BKJIOYAET HM3MepeHne OuiapueTaibHOTC
¥ JIOGHO-TEMEHHOIO0 Pa3MepoB, [UIMHbBI O€JPEHHbIX KOCTE H OKPYXK

HOCTH KMBOTA. B HEKOTOPBIX CJAydasX H3MEepSAIOT JUIMHY [J[PYri
Tpy6UaThIX KOCTEIi.

Puc. 1.2-2. Onpegenexne pasmMepos XuBoTa

[nameTp xuBoTa OKpYXHOCTb X1BOTa
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Ha AaHHOM CPOKe€ TIPOM3BOJAUTCA ITOCHUCTEMHAs OIl€EHKAa COCTOIHHUIA

IL10/1a.

losoBa: onenuBaioT Tasamyc, GOKOBbie keaygoukn (mmpuHa 3a-
AHEero pora B HopMe He npesbiaer 8—10 MM), mpospaunyio nepe-
FOPOZIKY, pasMepbl u (opMy MozKeyka. Takske cieayer BHU3yasH-

JHpOBaTh IJia3a, HOC U I‘yébI IJIO 1,

Suc. 1.2-3. [onoBHoOM MO3r, 2 TPUMECTP

a.

lMonocTb Npo3payHoii Neperopoaky

B Mo3sxeuyok
Bokosble pora 6okoBOro xenyaoyka
B Tpetun xenynoyek

2uc. 1.2-4. VamepeHus, 4 xenynoyek

11

B Yerseptbiit Xenygouek
KoHTypb! ronosb!




Puc. 1.2-5. BokoBble xenyaoukm

M BokoBble Xenyaouku
KoHTypbI ronosb!

Puc. 1.2-6. FonoBHoOM MO3r 2 TPUMECTP

B bBonbluas uucTepHa
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Pic. 1.2-7. Mo3xeyok

Puc. 1.2-8. Nnuo

= KoHTypbl ronoss
B Moaxeyok

B KoHtyp nuua
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Puc. 1.2-9. Tnasnuup!

B Tnastuua
Xpycranuk

Illesi: m3MepeHne MIMPHHBI BOPOTHUKOBOII 30HBI BO BTOPOM TpH-
MecTpe OepeMeHHOCTH SIBJSIeTCS ysKe MeHee HH(OPMaTHBHBIM.

Ipyauass kjaeTka: mpu 9ToM CJeLyeT OLeHHBaThb OCb M JIOKAJIN-
3aIMI0 cep/ila U JIeTKHX B rpyaHoil kierke. C 11e/1bl0 HCKIIOYEHNIS
aHOMa/IMil PaCIOJIOKEHUST Cep/lla, BAXKHO TIPABUJIBHO OINPEIETUTH
[OJIOKEeHNe IJI0/la B MaTKe, a TakyKe OPUEHTAINIo cepjlla B TPY/HOI
HOJIOCTH TLIO/Ia. IXoKapauorpadus I0a SABALETCS JAO0NOJTHUTE b
HBIM uccaegoBanneM. /lnadparma syuiie Bcero BU3YaJU3UPYETCS B
IIPOIOJILHOM TIOCKOCTH cKaHupoBanus. /lig amarHoctuku amacdpars
MaJIbHBIX TPBIK HEOOXOAUMO 3HATH TOMOTPa(HIO OPraHoB IPYAHON U
GpronHoil mooctu (CMeleHne CpejoCcTeHns, Cep/ia i JKery/IKa).

Puc. 1.2-10. lerkue

B Knweynwuk
& [No3BOHOYHMK
Jlerkue
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=uc. 1.2-11. Cepaue. MpyaHas nonocts

[NepenHss cTeHka mMaTku
[MnauexTa

OBarnbHoe 0KHO
Kamepel cepaua
KoHTypb! Tena

=uc. 1.2-12. BbIHOCSILLMIA TPaKT NEBOTO Xeny10uka

il -~

lpaBoe npeacepave

MpaB.bIi xenynoyek

NeBoe npeacepave

TeBbift kenypouek
Mexokenyao4koBasi neperopoaka
Aopta

KnanaH aopTb!

15



Puc. 1.2-13. BbIHOCSLLMIA TPAKT NPaBOro Xenyaouyka

= pasbliit xenyaoyek
ApTepuanbHblit NPoTOK
B JleroyHas aprepus
MpaBas BETBb NETOYHOI apTepum
B Bocxopgsuas aopTa

T

B BepxHsas nonas BeHa
B Bocxopsujas aopta
M JleroyHbii cTBON
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BpIO]JIHaﬂ MMOJIOCTh: JKEJIY/IOK, II€YEeHD, JKeJTUHBIIN IIy3bIpb MOX-
- B0 BHU3YAJM3UPOBATh B BEPXHEM OT/eJie 6pIOIHHOﬁ nosioctu. Iloukn
pacosaralorcsa 60.1€€ KayJaJIbHO W J0pCa/IbHO. ﬂJIH TOTO YTOOBI
BI3VaIu3npoBaTb IIOYKH, TIOJIOKEHUE [TaTyrKa caeayer MeHATb B
- “OOTBETCTBHUH C MO3UIHEH TIIO/A. ﬂOl’IHJIGpOBCKOC nucciaeoBanue Kpo-
SOTOKa B IMOYEYHBIX apTepHusX MOJKET IIOMOYb B BBIABJIEHMHM TaKUX
S aHOMaINI IIOYE€K, KaK y/IBO€HNE MNJIM areHe3us, a TaKiKe II03BOJIdeT
| DIDEeJIATD Ta30BOE pPacIoioKeHue II0YeK. Mecto [IPpUKPEIJICHNA
SVIIOBHHDBI K 6pl()I_I_IHOIUI CTEHKe I1J10/la, MOYEeBOI IIy3bIpb M T€HHTa-
1 pacroJiararTcsa 6osee KayZaJIbHO. HyHO‘{HbIG apTepun MOryr
BH3VAIU31PpOBaTbCA TIPU IOMNIIJIEPOBCKOM HCCJIE/IOBAHUU JlaTeépaJibHee
1 MOYEBOro Iy3bIps. B JAaHHOM MeCT€ HX JIerde BU3YaJIU3UPOBATH II0
CDABHEHNIO C HyHOBIiHOﬁ, rae OHu CBOéOLIHO (bJIOTprIOT B aMHHO-
THHeCKO KHIKOCTH.

=uc. 1.2-15. Knwka

! B Knweynnk
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Puc. 1.2-16. MNeyeHb

A ’ﬂ: <
=
> -
_é"
&
=
Bl XKenygok

1 BopotHas BeHa
B [lynoyHas BeHa

Puc. 1.2-17. MNMoyku

E  KoHTyp nouku
W Mo3BOHOYHMK
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B KoHTyp noyku
B [oyeyHble nupamuab!

MoyeBoit ny3bipb
W Jlerkve
KoHTypbl Tena
B KoHTypbl ronosbi
B Cepaue

1103BOHOYHBI CTOJ6: Ba)XKHO BU3YaIM3HPOBATH MO3BOHOUYHHK HA
SN IIPOTSUKEHNH, HAYMHATh CJACAYET C HIEHHOro oT/ea B HOmeped-

& mnockoetu. Crepyer MOMHHTB, 4TO B HO3BOHKE OINPECISIETCSI
W THIEPOXOTeHHBIX IeHTPa, MPE/JACTABASIONINX cO00il TeJ0 MO3BOH-
= Loqnn uentp) n gyxkn (1Ba nentpa). [ledextsl HepBHOil TPyGKH
WIDEASIOTCS KaK YBEIHUYCHIE PACCTOSIHUSA MEXK/y THIIEePIXOreHHbI-
= uentpamu (s1(pa OKOCTEHEHMS MO3BOHKOB). TakKe M0JKHDBI GBITh
SVanu3NpPOBaHbl MapaBepTe6paibHble MATKHE TKAHH.
S0abUIMHCTBO  /1e)eKTOB  HEPBHOIT  TPYOKM  JIOKA/IM3YIOTCSL B
SCHITYHO-KPECTIIOBOM OT/ieIe.
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Puc. 1.2-20. Mo3BOHOYHMK (MPOLOMbHbINA Cpes)

B KuweyHuk

B Movyesoit nysbipb
B M03BOHOYHMK

= Tlerkve

B fApnpa okocTeHeHUs N03BOHKa
= KoHtyp Tena nnoga

Koneunocru: omeHka KOHEYHOCTe! PU BTOPOM CKPHHHHIE MOXKE
ObITH 3aTpPy/HEHA, BCJIEACTBHE UYEro 3aHMMaeT MHOTO BpPeMEHH, YT
3aBUCHT OT IOJIOKEHHsS TIofIa U COCTOSTHUSI MaTepu. Tem He Me
Hee, /I8 BBIABJIEHUs aHOMAJIMI KOHEYHOCTeH c/ieyeT OIlleHHBaTh BC
JUTHHHBIe KocTu (JIIMHHBIE KOCTH BEPXHUX M HIDKHMX KOHEUHOCTel
a TakKe IaJblbl Ha pyKax u Horax). V3amepenue cpeineii dananr
[ATOrO Najiblia MPOU3BOAMTCS € IeJbI0 CKPUHUHTA cuHApoMa /[layH
(ucmosb3yercs: PeKo, MOTOMY YTO pas3jindyue MeK1y HOPMaJIbHbIM
M3MEHEHHbBIM TIaJblleM He OY€Hb BEJNKO).
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. 1.2-22. beppo
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KonTyp Geapa

B BeppenHas kocTb
I KoHTyp xuBOTa
& KoHTyp matku

KoHTyp ronenu
B Manobepuosas kocTb
M Bonblwebeplosas KocTb

Ixokapauorpadust mwiozaa: npu Y3 MoxHO HOJIYYUTh YeTbIpeX-
LAMEPHBII Cpe3 cepAna, a Takxke ONPEAENNTh JOKATN3AIMIO Cep/lia
\HET /I JlekeTpakapann? ). [l n3aMepeHns npecepiAmit i Keyi04-
0B OHOMETpHYECKas OLEHKA BBINOJHSETCS B B-peskuMe.
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