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@DaKThHI NPEHATAJIbHON JHATHOCTHKH

IIpenarajabHasi AMATHOCTHKA - 00JIACTh MEAMIIMHBI, KOTOPAsk 3aHUMAETCSI IOPOIOBBIM
BBISIBJICHHEM Pa3IMYHBIX TATOJIOTUYECKUX COCTOSHUH IUT0/1a, B TOM YHCIIE TUarHOCTUKON
BPOXKIACHHBIX MOPOKOB pa3Butus (BIIP) u HacnencTBennsix 3a6oneBanuii (BH3).

BoabmMHCTBO JeTeil pOKIAKTCA FreHeTHYeCKN U KIIMHUYECKH 310POBbIMH.
PDakThI:

o Ilo nmanHbIM EBpOIENHCKOro perucrpa BpOKIACHHBIX TIOPOKOB Pa3BUTHUSA 4aCTOTA aHOMAJIUMI
pasBUTHs B NpEeHaTaIbHOM IIEpUOjIe He MpeBblaeT 2,5-3%.

e XpomocomHble aHOMaIHH (XA) y HOBOPOXKIAEHHBIX PETUCTPUPYETCS TOJIBKO B 7-8 Cilydaes
Ha 1000, T.e. MmeHee ueM B 1%.

e UYacrora rpy0oii maTtoioru XpoMOCOM - XPOMOCOMHBIX CHHIPOMOB (B OCHOBHOM
Tpucomuii) - 2-3 ciydas Ha 1000. Cpenu neteid, poUBIIMXCS CO CTUTMaMU
mu3dMOprorenesa - 12%.

e [lo nanueiM BO3, Tonbko 4-6% HOBOpOXKAEHHBIX cTpagatoT BH3.

e Jlumb 2% BIIP siBnstoTCS ciieicTBHEM BO3EHCTBUS HA OEPEMEHHYIO MEUKAMEHTOB,

BPEIHBIX BEILIECTB, PEHTTEHOBCKOTO OOIyUeHUS WIH BUPYCOB, B 98% Bcex ciiyuaen
¢popmupoBanue BIIP 00yciioB/1eHO ciIy4allHBIMU MYTAUMSME U HACJIEICTBEHHOCTHIO
poauTeIeH.

o HenocpencrsennsiMu npuunHamu BIIP B 15-20% ciiydaeB sIBISIFOTCS HACIEACTBEHHbIE
(rererndeckne) pakropsl, B 8-10% - hakTopsl BHENIHEH cpebl WiIH 3a00JI€BaHUS MaTePH
(muaber), B 65% Bcex caayyaeB npuuuHbl BIIP ocTaioTcest HeM3BeCTHBIMM.

B T0 ke Bpems:

e  BPOXJEHHBIE TIOPOKU PA3BUTHS TUIOJA B OOJBITUHCTBE PETHOHOB Poccun 3aHmMmaeT
JTUAUPYIOIEEe MECTO B CTPYKTYPE OCHOBHBIX IIPUUMH MEPUHATATBLHON CMEPTHOCTH;

e TIOKa3aTenu MiaaeHdeckoi cmepTHOcTH oT BIIP mo MockBe u MockoBckoii o0mactu
BapbUPYIOT OT 4,



3 1o 5,0%;

1o 5-7% meptBopoxaeHuit 00ycioBiensl BH3, a ux yznenbHbI Bec B CTPYKType IPUYUH
MITaJIeHYecKoi cMepTHOCTH nocturaeT 20-25%;
BBDKUBIILIME JIETH, KaK [IPABUIIO, CTAHOBSITCS TIIyOOKUMU UHBAJIMAMHU, JICUECHUE,

0COOBIN YXOJI, BOCIIUTAHUE U COIMANIbHAS aJaNTalrs KOTOPBIX TPeOyeT 3HAUUTEIbHBIX
YCWIHH OT CEMbU U FOCYJAPCTBA, OOJIBIINX SKOHOMUYECKUX 3aTparT;

BbIABIIsIeMOCTh BIIP ocTaeTcsa Hu3Koil: o AaHHbIM EBpomnelckoro perucrpa BpoxKIACHHbBIX
1opokoB pa3BuTus yactora BIIP y HoBopoxkieHHBIX cocTaBiseT B cpeanem 21,8 na 1000, a
4acTOTa BbIABISIEMbIX aHTeHaTanbHO — 5,8 Ha 1000. [1o 7aHHBIM pa3HBIX aBTOPOB,
II0Ka3aTeJIM YaCTOThI JOPOAOBOro BbisiBiIeHHs BIIP BapbupyIOT B IIMPOKUX Mpeaenax — OT
0,14% no 2,53%.

MeTtoanl Mccaea10BaHus

e VYIIbTpa3ByKOBbIC (CKPUHUHTOBBIC M CEIICKTHBHBIC).

e buoxumuueckue (OnpeesieHre YpoBHEH CHIBOPOTOYHBIX MaPKEPOB KPOBH ).

e lluBa3uBHbIC (acIUpalvs BOPCUH XOPHOHA, aMHHOIIEHTE3, KOPOLIEHTE3, TUIAlEHTOLICHTE3).
e Meronbl n1abopaTopHO TeHeTUKU (IIUTOTeHEeTHKA, MOJIEKYJIsIpHAsl TeHETHUKA U T.J.).

o OynuuonansHas onenka coctosiHus mwiona (KTI, monmiepomerpus).

e Meronb! Bepudukaiu quarnosa (maraaoroaHaTOMU4ecKie U CUHAPOMOJIOTHYECKHEe
HCCJICIOBAHMS ).

YabTpPa3BYKOBOE HCCIEI0OBAHME.

Cpenu Bcex COBPEMEHHBIX METOJIOB MpeHaTaIbHOU nuarHocTuku Y 3U 3aHnMaeT repBoe MecTo B
CBSI3H C YHUKAJIBHBIM COYETAHUEM KayeCTB: BRICOKON HH(POPMATHUBHOCTHIO, 0€30MacCHOCTBIO U
BO3MOKHOCTBIO MaCCOBOI'O HCIIOJIb30BAHMS.

bezonacnocms:

B JIMATHOCTHYECKUX MPUOOPAX UCTIOIB3YeTCs YIBTPAa3BYK HHTEHCUBHOCTEIO B mpeaenax 1-40
MUJUTHBATT/CM;

MOBPEXICHUE TKAaHEH HACTYIAeT MNP WHTEHCUBHOCTHU YJIbTpa3ByKa 4 BaTT/CMZ, a
UCIIOJIb3yeMasi B KIMHUYECKOW MPAKTUKE UHTEHCUBHOCTD YJIBTPA3BYyKa IO CBOEH SHEPTUHU
npumepHo B 100-1000 pa3 MeHblIE 3TOTO YPOBHS;

BBUJY NyJIbCUPYIOILIErO peKrUMa U3Iy4YEeHHUs BpeMs BO3JECHCTBUS YIbTPa3ByKa COCTABISAET
MeHee 1% BpeMeHHU BCEero MCCIIEeI0OBAHNUS,

B HACTOSAIIEE BpeMs HET HU OJHOTO O(PHUIIHATEHOTO MOATBEPKACHHOTO COOOIIEHUS O
BpeaHoM BimsiHUU Y3 Ha pazBuTHE TUIO/A.

BaskHo NoA4epKHYTh:

1.

2.

3.

TiarenbHas OLIEHKA aHATOMMHU IUI0JA, COOTHOLIEHUH pa3MEepOB OTAEIBHBIX YacTel ero Teja
U opranoB 1o3BoJisAt0T BeIsiBUTE BIIP B 60-70% ciyuaes.

O dexruBHoCcTh Y3-1uarnoctuku BIIP miona noBeimaercs npu UCIOIb30BaHUH
JBYXYPOBHEBOT'0 00CiIeJOBaHNs O€PEMEHHBIX.

I ypoBeHb — CKPUHUHT OEPEMEHHBIX B JKEHCKMX KOHCYJIbTALUAX, POAMIBHBIX JIOMaX.

II ypoBeHb - TMarHOCTUYECKUE LIEHTPBI, OTJAEICHUS TPEHATAIBbHON TUAarHOCTUKHU
PETHOHANBHBIX IIEHTPOB. B 3TN yupexaeHns HanpaBisioTcs OepeMEeHHBIE C T0103PEHNEM Ha
BIIP nocne o6cnenoanus Ha | ypoBHe.

VYnbrpa3BykoBas nuarnoctuka BIIP BozmoxHa B I TpuMecTpe 6epemMeHHOCTH.



4. 3anaua panHeii quarnoctuku BIIP noka He Mo:keT ObITH 3(p(peKTHBHO penieHa B
paMKax NPaKTH4YeCcKoro 3apasooxpaHenus. OCHOBHas 1eNb IpH nposeneHun Y3U B [
TPUMECTPE COCTOUT B (HOPMHUPOBAHKH TPYIIBI pricka mo BH3.

YabTpa3BykoBoe ucciieoBanue B I Tpumectpe

1. Tlo3BomisieT MaKCUMAaIbHO TOYHO YCTAHOBHUTH CPOK OEPEMEHHOCTH IMyTEM U3MEpPEHUs
Komauko-reMeHHoro pazmepa (KTP) amOpuona/mnona.

2. TodHOCTH IMAarHOCTUKHU AOCTUTaeTcs mpoBeaeHueM Y 3U TpaHCBarMHaIbHBIM JATYUKOM C
yacToToM He MeHee 5-7,5 MI .

3. Jleranu Bcex OpraHoOB M AHATOMUYECKHUX CTPYKTYP B 3TH CPOKH HEPA3TUUYHUMBI,

MMO3TOMY PCKOMCHAYCTCA AaBaThb OLICHKY CICAYIOIINM aHATOMHUYCCKUM 06pa30BaHI/ISIMI

KOCTH CBOJIa Yepena: Ol[eHKa KOCTeW ueperna Mmo3BOoJIIET BbIABUTh TAKUE MIOPOKHU KaK
aKpaHus, dSK3HIeanus, aHdHIepanus, HHUOHIIepaIHsl, 4eperTHO-MO3T0Basl TPhIKA;
COCYIMCTas CHCTeMAa DOKOBBIX KeJY/I0YKOB M03ra B BHJIE “0a00uku’:
oTuéTiinBoe M-3X0 U KapThHA “0a004KHU’’ MO3BOJISET YK€ B pAHHHE CPOKH
OEpEeMEHHOCTHU 3aI0/103pUTh MHOTHE TSIKEJIbIE IIOPOKU TOJIOBHOTO MO3Ta —
po3dHIehaTnIo, TOJONPO33HIIeaIHI0, aTeNdHIIe(aATHIO;

MO3BOHOYHMK: BO3MOXHO BEIsBJIICHHE spina bifida;

JKeJIYIOK: MOXHO 3aI0I03pUTh aTPE3UI0 MUIIEBO/IA;

nepeaHsisi OPIOIIHAS CTEHKA: MOKHO JIMATHOCTUPOBATH TacTPOIITU3UC, oMparomerne
(He myTaTh ¢ (PU3MOJIOrMYECKOil MYOYHOI rPbIKeil, Habonawmecs 10 12
He/leJIb!);

MOY€eBO¥i My3bIPb: MOKHO TUarHOCTUPOBATH METALIUCTHUK;

KOCTH KOHEYHOCTeM: BBISIBUTH (DOKOMETHIO.

4. OrmeHka CTPYKTYp IUIOJHOTO SiIa U SMOPHUOHA UCIIONIb3YeTCs B Ka4eCTBE KpUTEpHs 0TOOpa
B IPYIILY pUCKa [10 XPOMOCOMHOM MaTOJIOTHH IUIO/A:

TOJIIMHA BOPOTHHKOBOTO npocrpancta (TBII) 3 u 6onee mm B cpoke 10 -14
HEJIENb SIBJISIETCS MApKEePOM He TOJIbKO XA (cuHapoMmsl JlayHa,

TepHepa, D1Bap/ica), HO ¥ UPOKOTro crekTpa pazanuHbix BIIP (cepaua, onopHo-
JIBUTATEJILHOTO arlapara) u Ipyrux OClI0KHEHUH OepeMEHHOCTH
(camMOITpOM3BOJIbHBIE A00PTHI, BHYTPUYTpOOHas THOENb 10/, PaHHSS HEOHATEIbHas
CMEPTHOCTb);

AUAMeTP KeJITOYHOI0 MellIKa: IIPU aHOMaJIbHBIX 3HaYEHUIX Juamerpa: oonee 6,4
MM B cpoke 10 -11 Henenb, AepopMalu ero CTpyKTyphl U MOBBIILICHHON
9XOT€HHOCTH, WIH OTCYTCTBUS BEPOSATHOCTh HEPA3BUBAIOILEHCS OEpEMEHHOCTH
3HAYUTENBHO BO3PACTAET;

cepevyHas AeATeJbHOCTh IMOPHOHA: B HOpMe cpeanue 3HaueHus YCC
coctaBisatoT 170 yn/mun B 10 Henenb, u 157 ya/mMuH B 14 Henenb OepeMeHHOCTH.
VYyamieHne 1, 0c00EHHO, 3aMEIJIEHHE PUTMA B 9TH CPOKU SBJIAIOTCS IIOKA3aHUEM JUIS
JUHAMUYECKOT0 HaOII0IEHHS 32 OEpEMEHHOM.

YaeTpa3BykoBoe ucciegosanue so 11 rpumecrtpe

1. BweisBnenue BIIP npu Y3U: Hanbonee onTuMaibHBIMU CpOKaMH HEOOX0AUMO cuntath 20-24
HEZEIN.

2. OueHka pa3BHTHS IJI0a 00s3aTEIHHO JIOJDKHA BKITIOYATh U3MEPEHNE OCHOBHBIX
(deTomMeTprUecKuX napaMeTpoB: OunapueTaabHbIi 1 J00HO-3aThUIOUHBIH pa3meps! (BIIP u
JI3P), okpyxnocTh rosnoBku u xuBota (OI' u OX), nnuny 6enpa (/b) mioxna:

Bce (peromMeTpuuecKre MmapaMeTpsl,



W3JI0KEHHBIC B MHOTOYHCIICHHBIX Ta0JIUIaX U CYIIECTBYIOIIME B IPOrpaMmMax
YIABTPa3BYKOBBIX TPHOOPOB, COOTBETCTBYIOT CPOKY OEPEMEHHOCTH, PACCUUTAHHOMY
0 JaTe NMOCIeAHENH HOPMAIbHOW MEHCTpPYallNH;

e  HaIle BCEro MCNoib3ytoTcs ¢peromerpuueckue Tabmunbl F.Hadlock, M.Hansmann u
S.Campbell. B nacrosimee BpeMsi BO MHOTHX pernoHax Poccuu u B SIpociaBckoit
o0act pa3paboTaHbl COOCTBEHHBIC HOPMATUBHBIC TIApaMETPhl PETOMETPHH;

e IPUMEHEHHE PETHOHAIBLHBIX HOPMATHBOB (CM. MIPUIIOKEHUE) (PETOMETPUIECCKUX
nokasareJsieil pa3MepoB YacTeil Tea Io/1a ¥ ero Macchl MO3BOJISET
CTaHJAPTU3UPOBATH PE3YyIbTATHI IPEHATAILHOTO 00CIIE0BaHMS, 00ECICUYNTh
NPaBUWIbHYIO OIEHKY JMHAMUKH POCTA TUI0/Ia, YMEHBITUTh YKCIIO OMTHOOYHBIX
nuaruno3os B3PII.

JAunarnocruxka BIIP

1. H3yueHue aHaTOMMH II0/1a BAXKHO NPOBOAUTH IOCIIEA0BATENBHO MO €AMHOM cXxeMe (roJIoBa,
JIMII0, IO3BOHOYHHUK, JIETKUE, CEP/ILIE, OPTaHbl OPIOIIHON IOJIOCTH, IOYKH U MOYEBOU
y3bIpb, KOHEYHOCTH).

2. Hexoropsie BIIP B Hauane Il Tpumectpa emie He BoisiBisitoTest nipu Y 3U (cunapom lenau-
Yokepa, HekoTopble (HopMbI rHIpoLedanny, aHeBpu3Ma BeHbI | ajieHa, apaxHOUAAIbHbBIE U
nopaHIe(pATNIECKHe KUCTHI) U MOTYT OBITh AHarHOCTHPOBaHKI ToNbKO B Il TpumecTpe, uTo
TpebyeT nonosnHuTenbsHOro Y3U B 3TH CpoKH.

ITopoku eHTPAIbHOII HEPBHOM CHCTEMBbI

e Anomanuu pa3sutusi LIHC saBnstorcs naubomnee yacto BoisiBiasiembiMu BITP.

e Uacrora konebnercs ot 1:1000 xuBopoxaeHHBIX (Tuaporedanws), 1o 1:25000-35000
KUBOPOXKICHHBIX (CHHIpOM [leHmu-Yokepa).

o K ocnoBubsM BpoxxaenHbiM opokam LIHC otHocsTCs: ansHIedanus, nedanomnene,
ruziporedaius ¥ BEHTPUKYJIOMETallus, MUKpolie(haivs, areHe3 sl MO30JIUCTOTO TeNa, KUCTHI
COCYAMCTOTO CIUICTEHUS, TOJIONpo33HIedanus, spina bifida.

AH3HI_[CC1)8_J'II/IIO 1 aKPpaHUIO MOXXHO BBIIBUTH YK€ B I TPUMECTPC. AHBHLqu)aJ'II/IH YCTaHAaBJIMBACTCA 1O
OTCYTCTBUIO KOCTEH MO3TOBOI'O qgepelia U TKaHU T'OJIOBHOT'O MO3ra. AKpaHI/Iﬂ — Koraa MoOa3r 1joJa HE
OKPY?KCH KOCTHBIM CBOJIOM. AHSHI_Ie(i)aJ'II/IH " aKpaHUA ABJIAOTCA ITOPOKAMU pA3BUTUA,
HECOBMCCTUMBIMU C ) KM3HBIO.

Hedganonene Bctpeuaercs ¢ yactotoi 1:2000 :KUBOPOKICHHBIX U MIPEICTABISET COOON BBIXO/
MO3TOBBIX 000JI04€K HapyXKy depe3 aedekT kocTel uepena. TepMuH IHUedaIonene 03Ha4aeT, YTo
B COCTaB TPBIKEBOTO MEITKa BXOAUT Mo3roBast TkaHb. [Ipu Y3U uedanonene onpenensercs kak
IpbKeBoe 00pa3oBaHue, MpeIexaliee K KocTsM yepena. [Iporuos aiist >ku3Hu 1 310poBbst peOEHKa
HeOJIaronpuUsITHBIN, PEKOMEHIYETCsI pepbIBaHuE OEPEMEHHOCTH.

Spina bifida — 310 anoManus pa3BUTHS TO3BOHOYHOTO CTOJI0a, BO3HUKAIOIIAs B PE3y/IbTaTe
HapyIIEHUs Mpoliecca 3aKphITHsI HEpBHOU TpyOKHU. Brixon uepes nedekt 000104eK CIMHHOIO MO3Ta
HA3bIBACTCSI MEHMHIoLeJ1e. Eciiu TphbKeBOil MEIIOK CONIEPKUT HEPBHYIO TKaHb, 00pa30oBaHUe
HOCHUT Ha3BaHHE MeHUHIoMueJionesie. Yamie e ekt pacnoiokeH B MOSCHUYHOM U KPECTIIOBOM
OTJIeNax MO3BOHOYHMKA. YacToTa 3aBUCUT OT reorpauieckoro peruoHa: B BenukoOpuranuu
4:1000, B CIILA 0,5:1000 HOBOpOXIEHHBIX. ¥ 3-IHATHOCTHKA BO3MOXKHA C KOHIIa | TpumecTpa.
[Tpu Hammuuu spina bifida ocTucThIe OTPOCTKH MO3BOHKOB MPH MOMEPEYHOM CKaHUPOBAHUU HE
CMBIKaroTCs, a 00pa3ytoT U- nnn Y-o0pasHyro koHburypauuto. [Ipy Hanmuuuu MEHUHTOoLEeNe Uil
MEHUHTOMHUEINOIEeNe B 001acTu nedekTa onpeAenseTcss TOHKOCTEHHBINA TPhDKEBOM Memok. MoxkeT
OBITH M30JIMPOBAHHOM aHOMAJIMEH, HO YaCTO COYETAETCs ¢ CHHApOMOM ApHoibaa-Kuapu, a Takke
6onee yem ¢ 40 cHHIPOMaMU MHOXKECTBEHHBIX MIOPOKOB pa3BUTHsA. OTMeuaeTcsl BO3pacTaHue 3TON



[IaTOJIOTHH TIPH MOHO3MTOTHBIX BOMHAX. TakTHKa. B ciydae oOHapyKeHHS MEHUHTOMHUEIOLEIIe
JI0 TIEpUOJIa )KU3HECTIOCOOHOCTH IIJI0/Ia, PEKOMEH IyeTcs mpepbiBaHue 6epemenHoctu. [Ipu
M30JMPOBAHHOM spina bifida BO3MOXXHO XHpyprudeckoe BMEaTeIbLCTBO TOCIIE POJIOB (3aKPhITHE
nedexTa win nryHTupoBanue). JIxo0oi OTKPHITHIN Ae(heKT HepBHOM TPYOKH JOJKEH OBITh 3aKPBIT B
TeueHne 24 yacoB ku3HU (puck nHpekuun). [Iporno3 s »ku3Hu U 370POBbSI 3aBUCHT OT YPOBHS
PAacIIONIOKEHHsI, BEIMYMHBI U XapaKTepa COYETaHHBIX aHOMAIINH.

JedexTbl HepBHOM TPYOKH — TEPMUH, 00bEIUHSIOUININ BCE BHIIICTIEPEUNCICHHBIE aHOMATUU
pazButus [IHC. Yactora cocrasnsier ot 1-2:1000 mo 6:1000 HOBOPOXKACHHBIX, U 3aBUCUT OT MECTa
MPOXXUBAHUS, BPEMEHU T0/1a HA MOMEHT 3a4aTusl U (pakTa npuéma MmpoTUBOCYTOPOKHBIX
MpenaparoB, Kak MaTepblo, TaK U OTIIOM peOEHKa. BOoJIbIIMHCTBO MOPOKOB BCTPEYAETCH Y
JKeHIIMH, He UMeIUX (PaKTOpOB pHucKa.

BepositHOCTs NOBTOpEHMs nanHoro suaa BIIP y moromcTBa cocraBuser:

e 4-5% mpu poxxkaenuu ogHoro pedénka c BITP

e 10% npu poxnenuu aByx nereit ¢ BIIP

e 3-5% npu Hanuuuu BIIP y oqHOrO poicTBeHHUKA MIEPBOM JTMHUH

e 5-7% npu Hanuuuu BIIP y 1ByX po/CTBEHHUKOB IIEPBON JTMHUU

e 10% npu HANMUYUK IBYX MOCIEAOBATEIbHBIX aHAN30B allb(a-PeTonpoTernHa B CHIBOPOTKE
MaTepH CO 3HAYCHUSIMU BBIIIIE 2,

5 MoM (npeBblllieHHE 3HAYEHUS CPEIHEN )

I'uapouedanns — yBelInueHUE pa3MEPOB JKEITYJOUYKOB MO3Ta, B OOJIBIIMHCTBE CIIY4acB
COIIPOBOKIIACTCS YBEIIMUCHHEM Pa3MepOB TOJIOBBL. BeHTpHKYyI0Meraausi — U30JIMPOBaHHOE
paciIMpeHue KeTyJI09KOB MO3Ta, KOTOPOE HE COITPOBOXK/IACTCS YBEIIMUCHHEM Pa3MepoOB T'oJIOBBL. B
OOJIBIIIMHCTBE CITy4acB Pa3BUBACTCS B PE3yJIbTaTe HAPYIICHUSI OTTOKA CTUHOMO3TOBOM YKHUIKOCTH.
XpoMmocomHbIe 1edeKTbl 00HapyKeHbI B 25% citydaeB rupouedanuy, BbIIBIECHHBIX /10 POAOB.
CoueranHble aHOMAJINHU AUarHocTupyloTes B 70-80% nabmroaeHuit, mpyu 5TOM MOJIOBUHA U3 HUX
SIBIITFOTCS SKCTPAKPAHUATBLHBIMH U HE BCETJ]a MOTYT OBITh BBISIBJIICHBI IPEHATAILHO:

e MeHHMHrosHIedanouene ¢ opMupoBaHUEM cuHApoMa ApHoibaa-Kuapu, KOTopsblii
BcTpevaetcs y 1/3 mionos ¢ ruapouedanueii;

e cunzapoM Jlenau-Yokepa (4acTUUHAs UIIU MTOJIHAS areHe3Msl MO3KeUuKa, KUCTO3HOE
pacmupenue 1V xenynouka v yBelIuueHUE 3aHEH YepernHou sIMKH);

e rosonpo3sHuedanus (HapyluieHue IelIeHusl Mo3ra Ha OoJyIIapHs);

e areHe3us MO30JIUCTOTO TENa;

e  apaxHOUJAJIbHBIE KUCTHI,

e aHeBpu3Ma BeHbl ['aneHa.

TaxkTuka: TpU BBIABICHUH TUApOLIePany 10 eprUoa >KM3HECTOCOOHOCTH TUI0/Ia IEIeCO00pa3HO
C pOAUTENSIMHU OOCYTUTH BOMIPOC O MpepbiBaHuU 6epeMeHHOCTH. Ecinu 6epeMeHHOCTh He Obla
IIpepBaHa, B JAJIbHEUIIIEM, IIPY HAPACTAHUM BEHTPUKYJIOMETAINH, BO3MOKHO IIPOBE/ICHHE
HIyHTUpOBaHUs. J(H(HEKTUBHOCTH NTYHTUPOBAHUS M UCXOJI OTIEPAIIH 3aBUCAT OT HAIUYHS
COYETAaHHOM ITaTOJIOTHH.

Muxkpouedanus Bcrpedaercs ¢ yactoton 1,6:1000 xKHUBOPOKIEHHBIX U MOXKET OBITH IEPBUYHOH, a
TaK)Ke BXOJUTH B COCTAB PA3TMYHBIX CHHAPOMOB: dHIledasomene u spina bifida. Mukponedanus
omrcana 6osee yem mpu 125 XA, 400 moHoreHHBIX 3a001eBaHmsIX. K (hakTopam crocoOCcTByOmNM
(GbopMUPOBAHNIO MUKpOLE(pAINN, OTHOCSTCS TaKkke HH(peKIuH (LIUTOMErajJoBUPYC, TOKCOIIIA3MO3,
KpacHyxa), aJIKOr0Jib, PpETHHOBAsI KUCIO0Ta, KOKAMH U (PEHUIKETOHYPUS y MaTepH.



JlnarHo3, OCHOBaHHBII TOJBKO HA 3HAYCHHSIX OUMIApUETATFHOTO pa3Mepa, HeIOCTOBEPEH,
HEo0X0/1MMa OIIeHKa YMEHBIICHHUS Pa3MEPOB T'OJIOBBI [0 OTHOIIEHHIO K JITMHE OepEeHHON KOCTH
W/ CPOKY OEPEeMEHHOCTH Ha 3 HeAelu U 0oJiee 6e3 Kakux JIM00 OTKJIIOHEHUH OT HOPMaJIbHOTO
Pa3BUTHSA OTAEIBHBIX CTPYKTYp Mo3ra. [Iporuos aiis »u3Hu U 340pOBbs 3aBUCUT OT IIPUYUHBI
aHOMAJIUH.

KucTsbl cocyaucToro cnjieTeHusi 00KOBBIX KETYIOYKOB BO BTOPOM TPUMECTPE BCTpevaroTes y 1-
2% OepeMeHHBIX, Yaille B Cpoku oT 14 10 24 venenb. luamerp KUCT, Kak MPaBUIIO, HE MPEBBILIACT
10 mM. [Ipu HaMMYKUKM KUCT HEOOXOIMMO TIIATEIIHHO U3YYHTh aHATOMHMIO TuToa. [Ipu Hammuumn
AHOMAJIMH TIOKa3aHO MPEHATAIbHOE KapUOTUIIMpOBaHue. [Ipy e ITMHMYHBIX N30JIMPOBAHHBIX KHCTaX
TaKTUKa BEJICHUS OEPEMEHHOCTH OCOOEHHOCTEH HE UMeeT. Y 00JIbIIMHCTBA MJI0/I0B KHCTHI
COCYAHCTOrO CIJIETEHHUS CTIOHTAHHO Mc4Ye3al0T K 28-30 HeesiM OepeMEHHOCTH.

BaxkHo moOMHUTB:

e  PHCK IATOJOTMYECKOr0 KapUOTHIIA IJI0JA IPU U30JIMPOBAHHBIX KMCTax AoCTUraeT 2,4%
(Tpucomus 18);

e PHCK aHEYIUIOMJMH IUIOJIA BBIIIE IPU ABYCTOPOHHHUX KUCTAX;

e BEPOATHOCTH M1aTOJOrMUYECKOro Kapuotuna gocturaer 10,5% mnpu coueTaHuM KHUCT C
JIOTMIOJIHUTEIBHBIMH (DAKTOpaMU pUCKa: BO3pacT MaTepH,

BIIP, BeisiBieHHbIe py Y3U, OTArOIIEHHBIN aKyIIEPCKUN U CEMEHHBIN aHaMHE3.
Pexomenayercs aMHMOLIEHTE3 M KAPUOTUITUPOBAHUE TIJI01A.

AreHe3usi MO30JIMCTOIO TeJIa, TIOJIHAS UK YacTH4YHas, BcTpevaetcs ot 0,4 mo 0,7% Bcex
O6epemenHocteit. YactoTa aneyruonaunu mioja - 10%. AreHe3us MO30JIMCTOTO Tela BO3MOXKHA MPU
oosee, uem 40 XxpoMoCOMHBIX abeppatiusix, 120 MOHOTEHHBIX 3a00JIEBAHUIX U CUHIPOMAX,
COTPOBOXKAAIOIIMXCS Topokamu pazButus. C areHe3ueil Hanbolee 4acTo COUeTarTCs
roJjonpo3’HIedans, CAHApoMbI Jlenan-Yokepa u ApHonbaa-Kuapu. J{naraoctuka go 20 Henensb
OepeMEeHHOCTH MPAKTHYECKH HEBO3MOXKHA.

OOpatute BHUMaHUeE:

1. Tpu Y3U pekomeHayeTcss UCHOIB30BaTh HE TOJIBKO MONEPEYHOE CKAHUPOBAHUE TOJIOBHOTO
MO3ra, HO ¥ U3y4YEHUEe aHATOMHUU MO3ra B KOPOHAPHBIX U CarMTAJIbHBIX INIOCKOCTSAX, JIy4llle
TPAHCBAarMHAJIbHBIM JATUYUKOM.

2. Ilpu m3yueHHH aHATOMHH FOJOBHOTO MO3T'a, pa3MepoB U (hOPMBI FOJIOBKH ILI0/1a, BAKHO
YAEIATh BHUMAHNE BU3yaJI3alMy JMLA IJ104a:

e  OIIEHKa NpOoGuIIs MO3BOJISET IUATHOCTUPOBATH Pl MOPOKOB (IBYXCTOPOHHSS HITH
OoJbIIas cpelMHHAs paclIeNIvHa JIMIA) U BBIABUTH 3Xorpaduueckne mapkepbl XA
(crmakeHHBIH POQUIIb, YMEHbILIEHHUE ATHUHBI KOCTEH HOCAa, MUKPOTEHUS);

e l3yueHue HOCOTryOHOTO TPEYroJbHUKA MMO3BOJISIET JUArHOCTUPOBATh WU
3a0/103pUTh HAJIMUKeE PACILENNH I'yObl U He0a, KOTOpbIE BU3YATU3UPYIOTCS KaK
TUIIO- WK aHAXOTE€HHBIE JE€(EKTHI;

o Yerkas BU3yanau3alMs IN1a3HUI HEOOXOAMMA JJIsl UCKIIIOYEHUs aHO(TaIbMUH,
MUKpPO(PTaTbMUH, IMKIONUH, HOBOOOPAa30BaHUH.

HccaenoBanue cepaua mioga
OO0umme pekoMeHIANH:

1. HauOonee onTUMaNbHBIMU CPOKAMH IS MCCIIEAOBAHMS aHATOMUH Cep/ila IJI0a CYUTAIOTCS
24-26 nenenp 6epemennoctu. [Ipu mposenennn Y3U B cpoku MEHBIIINE ONTHMAIBHBIX U



HEBO3MOKHOCTH YETKOM BU3yalu3allii aHATOMUYECKUX CTPYKTYp Cep/la, peKOMEHIYETCs
UCCJIeI0BAaHUE MTOBTOPUTH Yepe3 4 HeJe .
B Hacrosimee Bpemst B 00513aTeNbHBINA CKPUHUHTOBBIA MPOTOKOJI BXOIUT TOJIBKO OIIEHKA 4-X
KaMepHOTo cpe3a cepia mioa. JIrodboe OTKIOHEHHE OT KIIACCHYECKOTro U300paxkeHust 4-X
KaMepHOIo cpe3a cepiia TO0JKHO ObITh TOBOJOM K HAMPABJICHUIO MALIUEHTKU B
JMAarHOCTUYECKUH IIEHTp MpeHaTanbHou nuarHoctuku (I ypoBeHb) uist paciiupeHHOM
axokapauorpaduu ¢ o0s3aTenbHBIM UCIOIB30BaHUuEM MeToaa Jlomepa.
Cobmronenune onpeeeHHON 04epeTHOCTH B 3Tanax OLUEHKH cepla IJI0/a MO3BOJIsSET
IIPOBECTU Ka4eCTBEHHOE 3XOKapaAuorpapuieckoe uccieoBanue u BeISIBUTH 0T 60% 10 80%
BIIC.
PexkoMenayercst oTBeyaTh Ha CIEAYIOIINE BOIIPOCHI:

e 3aHMMaET JIi Cep/lle IJI0Aa HOPMAIbHOE PACIIOIOKEHUE?

o HopmMmanbnbie nu pa3mepsl cepaua?

o Kak pacnonaraercs ocw cepaua?

e OIMHAKOBBI JIU pa3MeEPhI MPEICEPIUNA U KEITYIOUKOB?

e Her mu nedekToB MEXIKETYIOUYKOBOM MEPETOPOIAKHU?

e 3aHUMAIOT JIU aTPUOBEHTPUKYJISIPHBIE KJIallaHbl HOPMAaJIbHOE MOJIOKEeHHE?

e Her 1iu u3menenuii sH0KapAa, MUOKAp/a, epukapia?
[Tpu BoisiBnenun BIIC mioga nokasaHo ucciieJoBaHUEe ero KapuoTHIla,

TaK KaK y 30% Takux 1mio0B Bo3MoxHa aneyrionaus. Puck XA Bo3pacraer 10 50% npu
couetanuu BIIC ¢ npyrumu BIIP.

VY m1040B ¢ HapyLIEHUsIMU PUTMa cepla cyuiecTByeT Boicokuid puck BIIC: npu
CYNpaBEeHTPUKYISAPHOUN Taxuapauu-10%, npu HapyIIEeHUIX pUTMa XKelynoukoB-1-2%, mpu
noJiHo# 610kane-50-60%.

Pexomenayemasi MeTOANKA UCCIEOBAHMS:

J1J1s TIOBBIIIEHHSI KAYECTBA DXOKApIUOrpaduIecKOro UCCIICA0BaHUS II0/1a, TOMUMO H3Y4YeHUs 4-X
KaMEepHOT'0 cpe3a, 1enecoo0pa3Ho UCIIONIb30BaTh B IPAKTUKE cpe3 Yepes 3 cocyna,

BKJTIOYAOLIUI H300pakeHue 3-X TJIaBHBIX COCYJIOB - JIESTOYHOTO CTBOJIA, BOCXOSIIEH a0pThl U
BepxHel nosoii BeHsl. [Ipu 3Tom npopomkutenbHocTh Y3U muioaa yBenuuuBaeTcs He 6oJiee, ueM
Ha 40-50 cek. Ocoboe BHUMaHUE JIOJKHO YAETATHCS OLIEHKE Pa3MEpPOB COCYIOB U UX B3aMMHOTO
pacnionoxxenus. JIlrob6as qucponopuys CBUAETENbCTBYET O IAaTOJIOTUU:

TUTIONJIA3HUsl JIeBBIX OT/AEJIOB CepALA - JIETOYHBII CTBOJI 3HAYUTENHEHO PACIINPEH, THAMETP
AOPTHI 3HAUYUTEILHO YMEHBIIIEH;

CTeHO3 JIETOYHOIi apTepUH - PE3KOe YMEHBIIIEHHE Pa3MEPOB CTBOJIA JIETOYHON apTepHH,
JMaMeTp aopThI U BEPXHEH 10101 BEHBI B HOPME;

KOAPKTALMA A0PThI - YMECHBIICHNE IUaMETPa a0pThI TPH HOPMAJIBHOM 4-X KaMEpHOM
cpese;

0o01mmii apTepuaJbHbIi CTBOJI - BU3YaJIU3UPYIOTCS TOJIBKO 2 cocyza (COOCTBEHHO
apTepUalbHbIM CTBOJ M BEPXHSS 10J1asi BEHA);

TPAHCNO3UIUSI MATHCTPAJIBHBIX COCY/I0B - HAOJIOIaeTCs HApYIICHNE HOPMAIBHOTO
B3aMMOPACIIOJIOKEHUS MarHCTPAIbHBIX apTEePHid: a0pTa CMEIAeTcsl KIepeIu CTBOJIa
JIETOYHOW apTepHH U pacrojaraercs mpaBee oT Hee;

TeTpaga ®ajio - yMeHbIIEHHE JHaMeTpa CTBOJIA JIETOYHON apTepuH,

pacIIMpeHne TuaMeTpa aopThl U CMEILIEHHUE €€ KIEPeIn OT JIMHUM COSAUHSIONIEH JIErOYHbIM
CTBOJI U BEPXHIOIO MOJIYIO BEHY.

Hamn6ou1ee yacro nmarnocrupyemsoie BIIC



HedexT Mexokenyn0oukoBoii meperopoaku (JIMXKII), mansrii (1o 4 Mmm) 1 60BIION, COCTABIISET
20% Bcex BIIC. MosxeT coueraTbcs ¢ IpYrMMUA aHOMAIIUSMHU, XpOMOCOMHBIMU Aedekramu: JIMKII
BcTpedaeTcs npu 6osiee yeM 40 XpoMOCOMHBIX AedeKTax, BKIoUarmux Tpucomun 13,18 u 21, a
Takxe rpu 6osee yeM 90 cUHAPOMAX MHOXKECTBEHHBIX TOPOKOB pa3BUTHs. YacToTa MajbIX, HE
MPUBOSIIMX K HapyieHuto remoauHaMuku JIMOKII B e€ mbIeyHoit yactu gocturaet 53 ciydaen
Ha 1000 sxuBopoxkaeHHBIX. OK0710 90% Takux 1eeKTOB CAMOCTOSATENIBHO 3aKphIBatOTCsA K 10
MecsIaM JKU3HHU U HE OKa3bIBAIOT BIUSHUS HA IPOTHO3 JUIS JKU3HU U 310pOBbs. Puck
dopmuposanus JIMXKII y minoga Bo3pacraer 10 9,5% npu namuunu IMXKII y marepu.

JHuaenocmuka:

e bonbmmnacTBO Maibix JJMXKII He BBIABISAIOTCS B X0/1€ IpeHaTanbHoro Y 3U.

e bonsmmnctBo (73%) BIIC y miona, He BoisiBiensix npu Y3U Ha | ypoBHe, OTHOCATCS K
JAMXKII.

o IIBeroBoe nonmieposckoe kaptupoBanue (1K) oka3biBaeT cymiecTBeHHYIO TOMOIIb B
nuarnoctuke BIIC.

e Jlaxxe mpu 60apmux nedexrax JJMIKII 3aboneBanne MOXET MpOTEKaTh OECCUMITTOMHO 10
2-8 HeJeln KU3HU.

Taxkmuxa eedenus.

e Briasnenue vebonporo uzonuposannoro JJMXKII miona ve TpeGyer n3MeHeHUsI TAKTUKU
Be/ICHUS1 OEPEMEHHOCTH U POIOB.

o Benenue 6epeMeHHOI corjacyeTcs ¢ IeTCKUMU KapAHUOXUPYpPraMu, ¢ KOTOPBIMU
00CyX1aeTcsi MPOrHO3 ¥ BO3MOKHOCTU XUPYPTHUUECKOTO JICUCHUSI.

e B 50% cnydaeB Menkue aedeKxThl CHOHTAHHO 3aKPBIBAIOTCA B Bo3pacTte 110 5 set, 80%
OCTaBILUXCS - B IOJIPOCTKOBOM BO3pacTe.

I'unonnacTuyeckuii cuHApom JeBbix oTAen0B cepaua (I'CJIC) — cnextp anomanui,
XapaKTepU3YIOIUXCs HEJ0Pa3BUTHEM JIEBOTO KeJyJ0UKa ¢ aTpe3rell Uil BhIPaKEHHOM
THITOIUIA3UEH MUTPAJIBLHOTO H/HITH a0pTaJIbHOTO KiarmanoB. Yacrora coctasisieT 7-9% wim
yeTBepToe Mecto cpeau Bcex BIIC. SBnsiercs Hanbosiee yacToil MPUYMHON HEOHATAITLHOM
CMEPTHOCTH OT BPOX/IEHHBIX MOPOKOB. J[MarHOCTHKa BO3MOXHA MTPU NOJTYUEHUH 4-X KaMEPHOTO
cpesa, PU 3TOM BU3YAJM3UPYIOTCS] MaJICHBKHE Pa3MepHI JIEBBIX OTACIOB CEP/IIa B CPABHEHUH C
OOBIYHBIMH MJIM YBETMYEHHBIMU MPaBbIMU OTAeNaMHU. J[JIs UCKITIOYEeHNsT TUIOIIa3uH WM aTpe3uu
HEOOXOIMMO OIIEHUTHh aHATOMHUIO MHTPAJIFHOTO M a0PTATFHOTO KJarmaHoB. ONTHMAaIbHBIN CPOK
JIMarHOCTUKY MOpoKa - 22-24 nenenu 6epemerHoctu. [Ipornos. letu ¢ ['CJIC BBDKMBAIOT peKoO:
15% HOBOPOXIEHHBIX YMUPAIOT B NepBble CyTkH, 70% - B epByto HeAelnto, U 91% - B nepBblii
Mecs xku3HU. OnepaTUBHOE JIeUeHUE MTOPOKa 3aKJII0YaeTCsl B MPOBEICHUM MHOTOITAITHOM
onepanuu (o Norwood), COpoBOXKAA€TCSI BBLICOKOM JIETATFHOCTHIO U HE TIO3BOJISIET H30€kKaTh
TSDKEJION MHBAIUIU3AIUN peOEHKA.

EauHcTBEeHHBII KeTy104eK cepana — TSHKEIbI MOPOK, TP KOTOPOM KEITYA0UKHU Cepia
MIPEJICTABJICHBI €IMHOM KaMepOil B COYCTAHNUHN C OOIIMM aTPHOBEHTPHUKYJISIPHBIM COSTUHEHHUEM,
CoJIep>KalliM JIBa kKianaHa. JIerko AuarHocTupyercsi Mpy UCIOIb30BaHUN CTaHAAPTHOTO 4-X
KamepHoro cpesa. Hepenko coueraercs ¢ tpucomueid 18 u 21, cunapomom TepHepa.
BreikuBaeMoCTh AIMEHTOB 0€3 onepaTUBHOTO JedeHus coctapmseT 30%.

AHomaus J0mTeiHA — BpOXKACHHBINA MOPOK Cep/lia MPH KOTOPOM CeNTalIbHAs U 3aHsIs1 CTBOPKHU
TPEXCTBOPUYATOTO KJIallaHa Pa3BUBAIOTCS HETIOCPEICTBEHHO W3 HIO0KAp/Ia IPABOTO JKEIyA0UYKa, YTO
MPUBOJUT K CMEIIEHUIO KIIanaHa BriayOb MPaBOro Kely104Ka U pa3JelIeHUI0 KeTyI04YKa Ha 1Ba
OT/IeJIa; TUCTATBHBIN (TTOAKIANaHHbIN ) — AaKTUBHBIH,



Y IPOKCUMAJIBbHBIN (HaIKJIalTaHHbBIN ) — MTACCUBHBIN. HamkitamanapIid OTACI, COSTUHSISICH C TIPABbIM
npencepaueM, GopMupyeT enquHoe (QyHKIIMOHAIEHOE 0OpazoBanue. [Iopok peako coderaeTcs ¢
XPOMOCOMHBIMH abepparisiMy U ¢ CHHIPOMaMH MHOXKECTBEHHBIX IIOPOKOB pa3ButTHs. Yactora
anomanuu D0mmreiHa coctasiseT 0,5% ot Bcex BIIC. JlmarHocTka OCHOBBIBASTCS Ha
00HapY)XKCHUH 3HAYUTEIHHO YBEIUUYCHHBIX IIPABbIX OT/ACIIOB CEP/Ia 3a CUET MPABOTO MPEACEPIus.
Huarnoctupyertcs npu u3yueHuu 4-x kamepHoro cpesa. [loutu Bcerna conpoBokaaeTcs
KapauoMeraiimeil. Y 3-nuarnoctuka Bo3MoxHa ¢ 20 Hegenb. [Iporao3 B OCHOBHOM 3aBUCHUT OT
BBIPAXKEHHOCTH aHATOMUYECKUX M3MEeHEeHUI. OnepaTuBHOE JEUCHHUE MOKA3aHO MAlMEeHTaM C
BBIPOKECHHBIMU CHUMITTOMaMH 3a0oseBanus. [locie oneparnuu 60JbITUMHCTBO MAIMEHTOB OCTAIOTCS
uHBasnnaamu [ win II rpynmsr.

Terpana ®anno — CI0XHBIA MOPOK, BKIIOYAIONINI HECKOJIBKO AaHOMAJIHMA: TeEeKT
MEXOKETYTOUYKOBO MePEeropoIKu, AEKCTPAIO3UIINIO a0PTHI (a0pTa ,,HAe3THUK ), 0OCTPYKIIHIO
BBIXO/IHOT'O OT/IENIA JICTOYHOM apTepuu U TUNepTpoduio mpaBoro xkemymodka. Y 30%
HOBOPOXKICHHBIX ¢ TeTpaaoil Pano 0OHApyKUBAIOTCS SKCTpaKapAUaibHble aHOMaJINH PA3BUTHSL.
Hepenko coueraercs ¢ XxpoMOCOMHBIMH aHOManusaMu (Tpucomuu 13, 18 u 21). Ilaronornueckunii
KapUOTHUIl MOXKeT oTMevaThbes B 18-22% ciyuaes. Hacrora cocrasisiet oT 4 10 11% ot Bcex BIIC.
JlnarHoctupoBaTh MOPOK MPU U3YYEHUH 4-X KaMEPHOTO cpe3a cep/ia IJ10/1a OUYeHb TPYAHO, U OH
94acTO MPOMYCKAETCs MPU CKPUHUHTOBOM HCCIIEOBAHUHU, IPOBEICHHOM B CPOKax /10 22 HEJeNb
O6epemenHoctu. Heo6xoaumo 00s3aTebHO UCII0JIB30BATh CPE3bl YEPE3 BHIXOIHBIE OT/EIIbI IIIaBHBIX
apTepuil U cpe3 uepes 3 cocyna.

Pexomennyercs LIJIK. [Iporuo3 s ’Ku3HU BO MHOTOM 3aBHCHUT OT CTEIICHH OOCTPYKIIHH
BBIXOZHOT'O TPaKTa MPaBOro Xkesyouka. OnepaTuBHOE JICUCHHE IIOPOKA BO3MOXKHO B JIFOOOM
BO3pacTe. YpOBEHb PaHHEH CMEPTHOCTHU B CIIy4asiX OJHON XUPYPrUUECKOW KOPPEKIMU TETPaibl
®aino cocrasnsieT MmeHee 5%. B ornanennom nepuone 80% nanueHTOB YyBCTBYIOT CE0sI
YIOBJIETBOPUTEIBHO U MIMEIOT HOPMaJIbHBIE (PYHKIIHOHAJIBHBIE TIOKA3aTEIIH.

Tpancno3unus rjaBHbIX apTepuii — 5TO MOPOK CEP/IIa, P KOTOPOM a0opTa MK OOJIbIlas ee
4acTh BBIXOAAT U3 MIPABOTO XKEIyAOuKa, a JeroyHasi apTepus — U3 JIEBOro xenygouka. CoueTaHHy o
AKCTpaKapIUaIbHYIO ATOJOTHIO UMEIOT 8% HOBOPOKJIEHHBIX. YacToTa cocTaBisieT 5-7% oT Bcex
BIIC. /lnarnoctuka BO3MOKHA TOJIBKO MTPU U3YYEHHUH 3-X COCYAMCTOrO Cpe3a U CPE30B Uepe3
MarucCTpajJbHBIC COCY/bl: B HOPMC I'NIaBHBIC apTCPUU NICPEKPCIINBAIOTCA, a IIPHU TPAHCIIO3NLIUN
BBIXOJAT U3 JKEIIYJOUYKOB MMAPAIJIEIBHO: a0pTa — U3 MIPABOI0 KENYI0UKa, JIETOYHAs apTEPUL — U3
JIEBOTO XkKenmyaouka. [Iopok He COBMECTUM C )KU3HBIO.

ApTepHaJIbHBIH CTBOJI — IIOPOK Pa3BUTHSL, IPU KOTOPOM M3 Ceplia BBIXOJUT OJUH apTepraibHbIN
cocyn. [Ipu atom nopoke Bcerna npucyrcrsyer JAMXKII. YV 30% HOBOPOKIEHHBIX OTMEYAOTCA
KpYIIHbIE dKCTpaKapAuaibHble MOpoku. Cpenn XpOMOCOMHBIX aHOMAJIUK onMcaHbl Tpucomuu 13, 18
u 21, Tpuruionius 1 pa3HooOpa3Hble JIeNenuH U AYTUTMKAUH. AHOMaIbHbIM KApHUOTHIT BBISBIISIETCS
y 17% nnonoB. Yactora: Bctpeuaetcs y 1- 4% naunenTtos ¢ BoisiBieHHbIMU BIIC. Jlnarnoctuka:
4-x KaMepHBII cpe3 He MO3BOJISIET AUArHOCTUPOBATH MOPOK,

HE0OXOMMO UCTIONB30BaHKE cpe3a uepes3 3 cocyaa. [lonesnpim qomonnenueM sisisercs LIJIK,
MO3BOJISIOIIEE OLEHUTh (DYHKIIMIO KJIallaHa apTepHalbHOTO CTBOJA. Y 3-AMarHOCTHKA BO3MOKHA C
20 Henens. [Iporuos: nopok JeTaNbHBINA - TPU OTCYTCTBUU ONEPATUBHOTO JICYEHUSI CMEPTh MOKET
HACTYIIUTh B T€UEHUE 1-6 MecsALEeB KU3HU.

CreHo3 u aTpe3us JierouHoi aprepuu. [lopok onucan npu MHorux XA u npu 60 cunapomax
MHO>KECTBEHHBIX TTOPOKOB Pa3BUTHSA. AHOMAJIbHBIA KapuoTHUIl BelsiBisieTcs y 33% muionoB. Puck
BO3HUKHOBEHUS IMOPOKa TP HATUYMH CTEHO3a JIETOYHOM apTepuu y MaTepu coctasiser 4%.
Yacrora: okono 20% Bcex BIIC. [luarnoctuka. [Ipu aTpe3un cocys 4acTo He BUJEH WU
3HAYUTENIBHO YMEHBUIEH B TUAMETPE, IIPU CTEHO3€ YAaCTO OTMEYAETCSI IOCTCTEHOTUYECKOE
pacuIpeHue JeroYHoN apTepuu U HEOOJIbIINE Pa3Mephl IPABOIo KETyA0UKa C



runiepTpodupoBanubiMu cTeHKkamu. Eciau vHet JIMIKII, To pa3meps! mpaBoro Kenyaouka v
npencepaus ypennuusarorcs. Jledenue. Ilocne poxxieHuss HOBOPOKAECHHBIM C BBIPa)KEHHBIMU
reMOJUHAMHUYECKHUMH HapyUICHUSIMH J10JKHA ObITh MPOBeeHa OaJIJIOHHAs TUIACTUKA KIlallaHa WIIn
PEKOHCTPYKTHBHAA orepanus. [I[porHo3 yamie 01aronpusTHBIN.

CteHo3 aoprThl. BcTpewaercs mpu HEKOTOPBIX XPOMOCOMHBIX abeppallsx W HaCIeICTBEHHBIX
oonesusix (tpucomuu 13, 18 u cunapom Tepuepa). Yacrora cocraBuser 3-6% Bcex BIIC.
JluarHocTHKa: TpU aopTaIbHOM CTEHO3€ OTMEYaeTCs BBIpAKEHHOE mpeolianaHue Tuamerpa
JeTOYHOW apTepuu Hajx aoproil. [IporHo3. Mcxoj 3aBUCHT OT CTENEHH TSDKECTH OOCTPYKIIMU
BBIXOJTHOTO TpaKTa JIEBOro >kenyaouka. Yame TpeOyeTcst omepatuBHOE JiedueHHe (OamoHHas
TUTACTHKA, TUTacTHKA 110 Norwood), T.K. CTEHO3 C BO3pacTOM, KaK MPaBUJIO, IIPOTPECCHPYET.

HccaenoBanme Jierkux mioaa

1. U3ydeHue 5XOreHHOCTH JICKHUT B OCHOBE OIICHKH 3PEJIOCTH JETKHUX IUI0a, KOTopas
MIPOBOAMTCS MPHU CPABHEHUU IXOCTPYKTYPHI JIETKUX U €r0 TICYCHHU:

o ©CJIM 3XOCTPYKTypa JETKUX TEMHEE MeYCHH - JIETKUE CUUTAIOTCA ,,HE3PEIbIMU
(BeIcokmit puck C/IP HOBOpOXAEHHOTO);

o  ©CJIH 9XOCTPYKTYpa JETKUX U MeUEHU OJUHAKOBBI — JIETKUE CUUTAIOTCS
,ao3peBaromumu” (puck CIP 50%);

o  ©CJIH 3XOCTPYKTYpa JETKUX CBETJIeE MEYCHU — JIETKUE CUUTAIOTCS ,,3pENbIMU’ (HET
pucka CJIP).

2. Pa3mepsl: mupuHa U NIepeiHe-3aJHII pa3Mep U3MEPSIOTCS B INIOCKOCTH MEPIIEHIUKYISIPHON
OCH MTO3BOHOYHUKA BHIIIIE KyToja quadparMel Ha 2-3 MM, a JUIHHA - 110 CPETHEKITIOYHNIHOM,
AKCUJUISPHBIM WJIH JIOMIATOYHOM JIMHUSM.

3. OreHka HATMYHS B TPYAHON MTOJIOCTH CBOOOTHON KHUIKOCTH WJIA TTATOJIOTHIESCKHIX
oOpasoBanuii (1radparMaibHbIC TPHDKHU), @ TAKKE OCOOCHHOCTEH pacIonoxeHus pedep, 4To
MO>KET MOMOYb B JMArHOCTUKE aHOMalui KocTHOM cuctembl. Cpenu BITP nHanbomnee vacto
JTUATHOCTHPYETCS KHCTO3HO-aICHOMATO3HBIN IIOPOK Pa3BUTHUS JIETKOTO.

HccnenoBanue opraHos OPOUIHOI MOJI0CTH

1. BoJBIIMHCTBO MOPOKOB KEITYAOTHO-KHUIIEYHOTO TPAKTA COUETAIOTCS C MHOKECTBCHHBIMU
OPOKaMH Pa3BUTHsI, XPOMOCOMHBIMHU M HacJIeICTBEeHHbIME 3a00eBanusMu (10-40%),
MO3TOMY TIPH WX BBISBIICHUU PEKOMEHYeTCsl TPEeHATATBHOE KAPHOTUITUPOBAHUE TTO/IA.

2. O6ctpyktuBHbie mopoku JKKT yamie aumarHocTUpyrOTCS TOJIBKO B KOHIIE BTOPOTO, HAUale
TPETHhEro TpUMeCTPOB OepeMeHHOCTH. [louTH Beeria ConmpoBOXKIAFOTCSI MHOTOBOHEM, 9aCcTO
TpeOyromuM J1e4e0HOr0 aMHUOIIEHTEe3a TSl MPeAYPEKISHUS MPEXKAEBPEMEHHBIX POJIOB, U
XapaKTepHBIMU MpU3HaKaMu npu Y 3W: OTCYyTCTBUE 3XOTEHHU KENyIKa, ,,JBOMHON My3bIph”~
(double bubble), MHOKeCTBEHHBIE pacIIMPEHHBIE ETIU TOHKOTO U TOJICTOTO KUIIIEUHUKA,
TUTICPIXOTCHHBIN KUTIICUYHUK.

3. Ponopasperienne pekoOMEeHIyeTcs MPOBOAUTH B IEPUHATAIEHOM LIEHTPE C MOCIEAYIOIUM
MIEPEBOJIOM HOBOPOKJICHHOTO B CIIEIUATH3UPOBAHHOE OTICIICHHE JISI XUPYPTHIESCKOTO
nedeHus. B 60ibIIMHCTBE CllydaeB MPOTHO3 OJaronpUsTHHIH.

Omdpasionesie — pacurpeHue MynoyHOro KoJiblia ¢ 00pa3oBaHNUEM T'PHKEBOTO MEIIIKa,

COJIepIKaIIero opranbl OpronrHoi mojgoctr. CoderaeTcsl ¢ APYTUMHA aHOMAITUSIMU U XPOMOCOMHBIMHU
nedexramu B 70% ciydaeB. XA Bcrpeuatorcs B 20% cinygaeB. Yacrota: 1:3000-6000
HOBOPOXKJCHHBIX. [IMarHOCTHKA: BU3YATM3UPYETCS B BUJIE OKPYTIIOr0 00pa3oBaHus,
HEMOCPEJICTBEHHO MPUMBIKAIOIIETO K TIepeHel OPIOIIHON CTeHKeE,

3arMoJHEHHOTO OpraHaMu OproIIHON mosiocTi. Heobxoaumo yanuteiBath, uto 10 10-13 Hemensb
MO>KeT HabmoJaThCs PU3noIoTHYecKas myrnoyHas rpeika. Jleuenue - onepatuBHoe. [Ipu



HeOOJIBIINX pa3zMepax omdanolene onepanus IpoBOAUTCS B oJiuH 3Tarl. [Iporuo3 6iaronpusiTHeIN
MIPU OTCYTCTBUU COUYETAHHBIX AHOMAJIUM.

I'acTpomu3uc — >BeHTEpaIysi OPraHoB OPIOIIHOM MOJIOCTH (Yallle KUIIEYHUKA) yepe3 nedeKT
nepeHel OpIONIHON CTEHKH (Jallle cripaBa OT MYTIKa).

Yame BecTpeuaeTcs u30aupoBaHHo (10 79%). BepostHocth XA - 10%. YacTtoTra mopoka cocTaBisieT
1-7:10000 HOBOpOXAEHHBIX. JlMarHOCTMKAa OCHOBBIBAe€TCs Ha BU3yanu3zauuu npu Y3U nerens
KHILIEYHUKA B aMHUOTHYECKOM KHUIKOCTU BONM3M NepeqHeil OprolIHOoi CTeHKH 1ioaa. ['pbhkeBbie
Opranel HE HUMEIT MeMOpaHbl. [IporHO3 ONArONPHATHBINA: IMOCIE ONEPAaTUBHOIO JICYCHHUS,
MIPOBEJICHHOTO B MIEPBBIE€ CYTKH >KU3HU, BELKUBAIOT Ooiee 90% nereit.

buoxummnuyeckne MeTobl MPEHATAJIbHOM JMATHOCTUKH

C caMbIX paHHHX CPOKOB OepeMeHHOCTH (heTo-TutarieHTapHbId KoMiuieke (PIIK) nHaunnaer
BbIpabaThIBaTh creruduieckue 1jisi 0epeMEHHOCTH BEIlleCTBA, B OCHOBHOM OEJIKH, KOTOpbIE
MoNaaaroT B KpOBb Matepu. [Ipu HaJlnuuu y 110/1a mopoKoB pa3BUTHSL, XPOMOCOMHBIX abeppaiui,
coJiepskaHue OETKOB CYIIECTBEHHO U3MEHSIETCS, UTO MO3BOJISIET UCIIOIb30BATh 3TH BEIIECTBA B
KaueCTBE MAPKEPOB PA3IMYHBIX MATOJIOTMYECKUX COCTOSTHUM T10/1a. C pa3BUTHEM YIbTPa3BYKOBOU
JTUArHOCTHKYU 3HAYeHHE OMOXMMHYECKOro CKpUHHUHTA 115 BeisiBieHus BIIP mnona cymecTBeHHO
YMEHBIIUIOCH.

AaspaderonporenH (ADII)

SBnsercs 6enkom, cieupUIecKUM IS T1oaa. Ero mpoaykius HaunHaeTcs B
CUHIMTHOTPO(HOOIACTE U KENTOUHOM MelIke, a ¢ 11-12 Hefenb CTOYHUKOM CEKpelluy CTAHOBUTCS
nevyeHs wioga. B AXK A®II nonagaeT yepes MoYKH I710/1a, B KPOBb MaT€pH — MYTEM TIIAllEHTAPHOM
muddysuu (94%) unu TpancmemOpaHo3Horo Tpancnopra u3z AX (6%).

B paznbix 1abopaTopusx, B CBS3U C UCIOIB30BAHUEM PAa3HOTO 000PYIOBAHUS U PEAKTHBOB
UMEIOTCS CYLIECTBEHHBIE PA3JINYUS B KOJIMYECTBEHHBIX MOKa3arensax coaepxkanus ADII B
CBIBOpPOTKE KpoBU Matepu. [lostomy ¢ 1977 r. ypoBens conepxxkanus ADII pekoMeH10BaHO
U3MEpPSATh N0 YHU(PHUIIMPOBAHHOHU cucTeMe B eauHuax MoM (multiples of median, unu kpaTHOe
CpeHEMY 3HAUEHUIO ITPU HOPMaJIbHOU OEpEMEHHOCTH).

Konuentpanus ADII noeiaercst Kak Ipy OTKPBITHIX J1eeKTax HepBHOW TPyOKH, TaK U IpU
TepaToMax, KHCTO3HO-aICHOMATO3HOM MTOPOKE Pa3BUTHSI JIETKUX, OMaionene, racCTpoIIn3uce,
areHe3uu MoveK, OOCTPYKTUBHBIX MOPAKEHUSIX MOYEBBIBOSILEIO TPaKTa, aTpe3uu 12-Tu nepcTHON
KHIIKH, TradparMansbHON IPhDKE U JPYTUX MOPOKAX Pa3BUTHS.

[Tosbimenue konuenTpauuu A®II npu orcyrcrBun BIIP yka3piBaeT Ha MOBBIIIEHHBIN pUCK
OCJIOXKHEHU OepeMEeHHOCTH: HEJJOHAIINBAHUS, IPEIKIAMIICUH, 3aJIEPKKU pOCTa WM THOEIH 1104,
OTCIIOMKM MtaneHTsl. Puck nossimaercs ¢ 19% npu koHuenTpauuu 2,5-2,9 MoM no 67% npu
KOHIIeHTpauu 6onee 6 MoM.

ITpu HopmanbHOM 6epeMenHocTH BO Il TpuMecTpe koHueHTpanus ADIT usmeHseTcs ¢ yBelnuueHueM
cpoka: ot 15 no 20 Henenb ypoBeHb ADII yBennuuBaercs nnHelHO Ha 15% exeHenensHo, B
cpenHeM ¢ 25 no 52 ME/mn. OntumanbHbIM CpokoM Jutst onpenenenust ypoBHs ADII cuuraercs 15-
22 "enenu.

Ha ypoBenbp A®DII oka3bpIBarOT CYIIECTBEHHOE BIMSHUE:

e Macca Tesla MaTepu (3aBUCUMOCTD - 0OpaTHas);

e  KOJMYECTBO ILJIOJO0B;

e HEKOTOpbIE coMaTHUecKHe 3a00JIeBaHUs MaTepU: MIPHU caxapHoM nuadete 3HaueHus ADII
HYKe HopMbl Ha 20%;



e pacoBas NPUHAJIEKHOCTH: noBbilIeHNe Ha 10-15% y yepHO# u KENTON packl;

o B3PII, manoBoxue;

e Hamnuue XA y mioja: 1octoBepHoe cHkeHue ypoHsi ADII y matepeit ¢ miomom,
uMerommm curapom Jayna (C).

[IpuHIMIIHAIBEHO BaXHO:

e OMpenensTh COOCTBEHHbIC HOPMATHUBHI JIJISl KAXKJ0T0 OMOXMMHUYECKOI0 MapKepa B
3aBHCHUMOCTH OT CpOKa OEpEMEHHOCTH;

e ompeneneHus mapkepos B MoM;

e MeIMaHa JJisl 3I0POBBIX I0J0B - | MoM, misa miionoB ¢ C/I - 0,75 MoM;

e B KaXIIOM cllydyae HEOOXOAMM pacueT UHAUBUIYAILHOTO PUCKA;

e ompenenenue Toibko ADII kak MeToa CKpUHHUHTA HEe peHTa0eIbHO, TaK Kak 0KoJo 55 %
OEpEeMEHHBIX C €r0 MAaTOJOTMUYECKUMHU YPOBHSAMH POXKAIOT 3/I0POBBIX HOBOPOXKIEHHBIX, HO
MOJIBEPIaloTCsl JOMOIHUTEIbHBIM uccienoBanusam (Y3, aMHuonenTes).

XopuoHu4ecknii roHATOTpoONuH YesaoBeka (XI'Y)

['mukonpoTenH, KOTOPBIM MPOYyLUPYETCsS CUHIUTHOTPO(HOOIACTOM U NONAJAET B MATEPUHCKUI
KPOBOTOK BCKOPE I10CJIE UMIUIAHTALUU TUIOAHOTO SIM1a B CTEHKY MaTKU. B CBIBOPOTKE KpOBU
MaTepHu 0OHapyKUBaIOTCsI HECKOIBbKO (pakmii XI'Y: 6uonornyecku aktuBHast popma XI'Y,
HeakTHBHas (hopMa, CBOOOIHBIC U CBsi3aHHbICe a U D - Gppakunu. B Moye BbIsSBIIsICTCS META0OIHUT
b-dpakiun.

[Tpu HOpManbHOM OGEPEMEHHOCTH C YBETMUYEHHUEM ee cpoka 3HaueHUust X[ yMeHbIIatoTCs pe3ko u
HeanuerHo: ¢ 30 mo 18 ME/mut.

Ha cunte3 u cekpenmro XI'YU Bo Bpemsi 0epeMEHHOCTH BIUSIOT MHOTOUHCIICHHBIC (DaKTOPHI:
TOHAI0TPONMUH-PEIU3UHT TOPMOH, 3CTPAHNOI, AUAEPMANIbHBIN (PaKTOp pOCTa, AKTUBUH

CTUMYJIHUPYIOT BbIpaboTKy XI'Y, a mporectepoH NOJABISET €r0 CEKPELUIO.

HmeroTcst cooO111eHus 0 3HAUUTENBHOM (JIBYKpaTHOM U Oosiee) noBbleHnn ypoBHs XI'Y B
CBIBOPOTKE KPOBU MaTepu IIpu Tpucomuu 21 y mioaa.

Hexonbrorupoannsltii actpuoa (HJ)

[Tpu HOpManbHOM GepeMeHHOCTH conepkanne HD B KpoBU MaTepH 3aBUCUT OT €€ cpoKa U JTMHEHHO
Bo3pacTaet B cpeaneM ¢ 0,6 1o 2,0 ur/mia umm Ha 20-25% exxeHenenbHO B MHTepBaje 15-22 Henens.

Cy1iecTBeHHOE OTpHUIIaTeNbHOE BIUSHIE Ha cosiepkaHre HD B KpoBU OKa3bIBaeT KypeHue: YpOBEHb
HD na 15% nuxe HopMbl. Bo3pact u Mmacca Tena 6epeMeHHOM He BIUsIOT Ha ypoBeHb HO B kpoBu.

Joxa3ana TecHas cBsi3b Mexay ypoBHeM HD B kpoBu Matepu u C/] y miona: Menuana s iioJ10B €
CJI coctaBumna 0,75 MoM, 4T0 JOCTOBEPHO OTIUYAETCS OT MEIUAHBI 3JJOPOBBIX 10/10B-1,0 MoM.

buoxummnyecknii CKpUHUHT HA cuHAPOM J[ayHa

HoctoBepuoe camxenune A®II ormeueno B 20% 6epemennocteit ¢ CII ipu 5%
JIOKHOTIOJIOXKUTENBHBIX PE3YyIbTATOB.

CymectBeHHoe noBblieHue ypoHs X1, B ABa u Oosee pa3, peructpupyercs B 35-40% ciayuyaen

CA.

YyscrBuTtenbHOCTh Tecta Ha CJ1 ¢ ucnons3oBanneM HD cocraBuna 35%.



B npaktuueckoit MmenunuHe 1uisi ckpuauHra Ha CJl pekomenayeTcst ucnodib3oBath couetanne ADII
u XI'Y (1BOMHOM TECT): YyBCTBUTEIBLHOCTD IBOMHOTO TECTA C YYETOM BO3pacTa MaTepu BapbUpPYyeT
B npeaenax 56-70% npu 5% 10KHONOJIOKUTENBHBIX PE3YJIbTATOB.

[Tpu xomOunaruu ADII, XI'Y u HD (TpoiiHoi TecT) ¢ y4€ToOM BO3pacTa MaTepy YyBCTBUTEIHHOCTh
tecta B otHomeHUU CJI moBbimaetcs 1o 60 - 70% mpu 5% JI0KHOIIOIOKHUTETBHBIX PE3YJIbTaTOB.

HogBsblie 0uoxumuveckne mapkepsi C/{

PAPP-A (tuta3meHHBIN TPOTEUH A, CBA3aHHBIN ¢ 0EPEMEHHOCTHIO) - 3TO TJIMKOMPOTEUH OOJIBIION
MOJICKYJISIpPHOU Macchl. BripabaTeiBaeTcst CHHIIMTHOTPO(OOIACTOM U MOSBISIETCS B KPOBU MATEPH C
5 Henenb 6epeMenHocTd. C yBenmudeHUEM cpoka OepeMeHHOCTH KoHlleHTpaius PAPP-A B Hopme
MOCTOSIHHO TOBbIIaeTcs. [Ipy pa3nuyHbIX TATOJIOTMUECKUX COCTOSTHUSAX (HEPa3BUBAOIIASICS
OEpEeMEHHOCTD, MaToJIOTusl XpoMocoMm, B ToM uncie CJI) conepxanue PAPP-A B kpoBu Marepu
CYIIIECTBEHHO YMEHbINaeTcsi. HanbonpIme n3MeHeHs YpOBHEH ATOr0 MapKepa Kak B HOpMeE,

TaK U MPH MaTOJIOTUH TUI0/Ia OTMEUEHBI B | TpuMecTpe OepeMEeHHOCTH.

SP 1 - cnenmduyeckwuii 11t 6epeMEHHOCTH TIIMKOMPOTEHH, KOTOPBIA POy LUPYETCS
CUHIIUTHOTPO(HOOIACTOM U €ro MPOU3BOAHBIMU. B KpOoBU MaTepu perucTpupyercs yxe ¢ 7-ro JHs
nociie oByisinuu. [Ipu pusmonorndeckoit 6epeMeHHOCTH 70 35 Heenb ero KOHIICHTPAIHSI PacTeT,
a 3ateM octaercs noctostHHoM. [Ipu CJI B I TpumecTpe oTmMedaeTcs cHUKeHUe KoHeHTpauu SP1 B
KpOBHU MatepH, a Bo Il TpumecTpe ero ypoBeHb MpeBbIlIaeT HOpPMAaTUBHBIC 3HAYCHUs. PasHuiia B
MeJInaHax i 3J0pOBbIX 1010B U T10110B ¢ CJ] HeBenuka: 1,0 u 1,28 MoM, 4Tto orpaHuyuBaet
€ro ucroib30Banue s ckpunuura Ha CJI.

Wurubun A - TIMKOMPOTENH, XapaKTePU3YIOUIUIICSI CIOCOOHOCTHIO MOJABIATh CEKPEIUI0

(G OJUTUKYJIOCTUMYIUPYIOIIETO TOPMOHA. Y POBEHb MHIMOMHA A TIpU HOPMAJIBHOU OEPEMEHHOCTH C
pOCTOM cpoka OepeMEeHHOCTH MOoHMkaeTcs, a npu Hanuuuu CJ noBeimaetcs. Meanana nuHruouna A
n1st oiooB ¢ CJ1 B I tpumectpe cocrasnser 1,41 MoM, Bo Il tpumectpe - 1,85 MoM.

SOD (nucmyTasbl CylepoKCH/1) OTHOCUTCS K ceMEeWCTBY MeTaiutonpoTenHos. ['en SOD
pacIoyio’keH B JUIMHHOM Iutede 21-i XpoMOCOMBI. Y CTaHOBIIEHO, 4TO akTUBHOCTH SOD B
MaTepUHCKON chiBOpoTKe mpu CJI BhImIe, yeM B KOHTposibHOU Tpynme (3,12+0,73 u 2,2 +0,7 mi).
Meron onpenenenuss SOD He ucnonb3yeTcs B KauecTBE eAMHCTBEHHOro Tecta Ha CJI BBUAY cBOei
HU3KOH YyBCTBUTEILHOCTH.

['nnepriukosunar XI'Y - onna u3 gpakuuit XI'Y, Ha 10510, KOTOpoi mpuxoauTest okoso 3% ot
Bcex Mosiekya XI'Y. OH sBisieTcst IPOyKTOM KIIETOK IUTOTPOo(oOIacTa U MOKET ONPEAEIATHCS B
KPOBU U Mo4e 6epeMeHHbIX. Onpe/iesieHre runeprimko3uiara B KpOBU MaTepy MO3BOJISET BBISIBUTh
60% moaoB ¢ CJI, uto cpaBHUMO ¢ 3(HEKTUBHOCTHIO CTAHIAPTHOTO TPOHHOTO TECTA.

[Tporeun S100 - 3T0 6€M0K C HU3KOM MOJIEKYIISIPHON Maccol, KOTOPBIN NPUCYTCTBYET BO MHOTHUX
TKaHSAX OpraHu3Ma. ['eHeTnyeckui Ko 3Toro Oenka 3aperucTpupoBaH B JUIMHHOM Tuiede 21-i
XPOMOCOMBI B oOactu 22.2-22.3, koTopasi oTBevaeT 3a ¢penorunudeckue nposisiaeruss C/. Ipu CJ]
koHueHTpauusa S100 B kpoBHU 1I104a pe3KO BO3pacTaerT.

Opnako S100 HE MPOXOAUT TUTALIEHTAPHBIN Oapbep, YTO HE MO3BOJISIET €r0 UCTI0JIB30BaTh B KAUECTBE
mapkepa C/I.

Crnenyer OTMETHUTh:



1.

D¢ hEeKTUBHOCTh paHHETO OMOXUMHUYECKOTO CKpUHMHTA 10 4 Mapkepam (ADII, XT'Y, HD,
PAPP-A) 6e3 Y3U Huxe, ueM ynbTpa3BykoBoro ckpununra no TBII B panuue cpoku
6epemennoctu: 70,1 u 72,7% cOOTBETCTBEHHO.

Haubonwimyto gwyBcTBUTEBHOCTD (88,3%) mMmeet Meto, couetaromuii ckpuHuHT 110 TBII ¢
TpeMsi OMOXUMHUYECKUMHU MapKepaMu: cBoooaubiii  b- XT'H, HD, PAPP-A.

Jly4mmMm 1o COOTHONICHHUIO 1IEHA/KaueCTBO sBIsIeTCs coueTanue orieHku TBII ¢
onpezaenenueM PAPP-A (uyBctButensnocts 81,2%) unu TBII ¢ onpenenennem PAPP-A u
cBoboaHOro b-XI' (uyBCTBUTENHEHOCTH 86,4%)).

Cunnpomsl DaBappca u [latay - Hanboliee pacripocTpaHeHHbBIE TPUCOMHUH TIocTie cuHpoMa JlayHa:

B I TpumecTpe OepeMEeHHOCTH XapaKTepHO CHIbKEHHE YpoBHs cBoOoaHoro b-XI'U, PAPP-
A u unrubuna A.

[Tpu Tom konnenTpanus PAPP-A camxkaercs B Oosbiueii crenenu, uem b-XI' u actpuona.
B I tpumectpe 6epemennoctu onpezencaueM yporaeir b-XI'H u PAPP-A B coueTanuu ¢
ouenkoit TBII moxHO BbisiBUTE 84-90% ciryuaeB Tpucomuu 13 (Ilaray) npu 0,1-0,5%
JIO’KHOTIOJIOXKUTENbHBIX PEe3yIbTaToOB, U OT 58 10 89% Tpucomuu 18 (DaBapaca).

[Tpu Tpucomun 18 cHukaroTcs Bee nokazatenu “tpoiiHoro” tecta: ADII — 0,6 MoM, HD —
0,5 MoM, XT'Y — 0,3 MoM. Tounocts Tecta coctapisieT 80%, npu 0,5% noxHo-
[I0JIO’KUTEIBHBIX PE3YJIbTATOB.

[Tpu cunapome TepHepa B panHHe CpokH OepeMeHHOCTH ypoBeHb b-XI™Y He usmensercs, a
koHueHTpauus PAPP-A u unru6una A camxaercs. s cunapoma TepHepa 4yBCTBUTENBHOCTD
TecTa B couetanud ¢ oneHkord TBII cocraBiser okono 90%.

Obwuii 661600: > (PEKTUBHOCTD MPEHATATBLHOTO 00CICI0BaHMS IJIs BBISBJICHHS XA 3HaYUTEIBHO
BO3PACTAET IPU COBOKYITHOM OIIEHKE OMOXUMHUYCKUX MapKepoB ¢ nJaHHbIMH Y 3U, Hanbonee
YYBCTBUTEIHHBIM U3 KOTOPBIX SBJISETCS U3MEPEHUE TOJIIIUHBI BODOTHUKOBOTO MPOCTPAHCTBA B
cpoku 10-14 nenens.

3x0rpa(]mqec1cne MNPU3HAKHU XPOMOCOMHBIX aHoOMAaJIUii Pa3sBuUTHUSA 1J10aa

1.

2.

Muorue BH3, B ToM unciie 1 XpOMOCOMHBIE, HE COITPOBOXKIAIOTCS IPyObIMU U3MEHEHUSAMU
Y HE UMEIOT BBIPAKEHHOW AX0orpaduyeckoil KapTUHBI B IPEHATAILHOM MIEPUOJIE.

OpnHoit u3 3anau Y3U sBnsercss paHHee BbIsIBICHHE dXorpaduueckux mapkepos (OI'M) XA
C 11eJIbI0 (POPMHUPOBAHUY TPYIIIBI MALMEHTOK JIJISl IPEHATAIbHOTO KapMOTUITUPOBAHUS
1oza.

Yacrora BeIsBIIeHHS XA Y IIJI0/1a 3aBUCUT OT KOJIMYECTBA HAJICHHBIX YJIBTPa3BYKOBBIX
IPU3HAKOB: IIPU €IMHCTBEHHOM 3XO0TrpaduueckoM Mapkepe yactota XA He npessiiiaer 8%,
[P HAJIMYMU HECKOJIBKMX MOKET cOCTaBIATh 53%, a pu 8 u Oosee oHa gocruraet 92%.
,»MSTKHe” IPU3HAKK: TUIIEPIXOrE€HHBIN KUIIEUYHUK, BEHTPUKYJIOMETAJINsI, aHOMAJIbHAs
(opMa roI0BKH, TUIIEPIXOT€HHBIN POKYC B CEp/LE, KUCThI COCYIUCTOTO CIIJIETEHMUS,
BCTPEYAIOTCS HE TOJBKO MPpH XA, HO M IPU OTCYTCTBHM KaKUX-JINOO OTKJIOHEHUH B
pPa3BUTHUH IUIOAA.

HccnenoBanue KapuoTHIIA IJ10a MO3BOJISIET COCTABUTh PAllMOHAJIBHBIN IIJ1aH BEICHUS
OepeMEeHHOCTH U PEUIUTh BOIIPOC O €€ MPOAOIKEHUH.

Pexomenayercs:

npepBaTh OEpEMEHHOCTh IIPU OOHApYX)eHUH XA y 11072, HECMOTPSI Ha OTCYTCTBUE TPYOBIX
MOPOKOB Pa3BUTHSL, B CBS3H C IJIOXUM MPOTHO30M JUJISl KU3HU U 3/I0POBBS;

npepBaTh OEPEMEHHOCTh IO MEIUIIMHCKUM MOKa3aHHUSM B ClIyyae TUarHOCTUKU aHOMAaJIUi,
HE COBMECTUMBIX C )KU3HbIO;



e IpU HAIMYHUH TOPOKOB PA3BUTHS, COBMECTHUMBIX C KU3HBIO (OMaionerne, arpe3us 12-tu
NEePCTHOM KHUILIKH, AuadparMaibHast IpblKa, paclieIMHbI JIUIA) TPOBECTH
KapHOTUIIMPOBAHUE TUIO/A, TaK KaK HOPMaJIbHBIM KapUOTHIT 03HAYaeT XOPOLINI MPOTHO3 U
SBIISICTCS TTOKa3aHUEM K XUPYPTHUECKOM KOPPEKIMH B ITOJTHOM 00beME.

Ixorpaduueckue Mmapkepbl XA

Pacmmpenne BOpOTHHKOBOIO NpocTpaHcTBa B cpoku 10-14 Henens.

1. Yacrora obHapyxeHus 3Toro mapkepa koneonercs ot 0,5 10 6,0%.

2. Hauboinee yacTbie XpOMOCOMHBIE aHOMAJIMU TIpH pacmupenun BIL: tpucomunu 13 (cunapom
[Taray), 18 (cungpom DaBapaca) u 21 (cunapom layna), cuaapom Teprepa. U3 apyrux
anomanuii 1 BH3 nHaunbonee yacto BcTpeuaronuxcs npu pacmmpernu BI1 Heooxoanmo
OoTMEeTUTh cuHApoMbl CMuta-Jlemnu-Onuna, Mekkens-I pyoepa, 3enbpBerepa, pero-
(deTanbHbIN TpaHCHY3MOHHBIN CHHIPOM, AHOMAJIHUS Pa3BUTHUS CTEOIS Tela, TUAPOICTATbHBINA
CUHJIPOM, CIIMHAIbHAS MbIIIEYHAs aTpOQusl.

3. Pacmmpenrie BOpOTHUKOBOTO MPOCTPAHCTBA OTMEUAETCS HE TOJILKO MpH XA, HO U B
CIIy4asiX BPOXJICHHBIX MOPOKOB Pa3BUTHsI, TUATHOCTUKA KOTOPHIX BO3MOXKHA JIUIIIb B OoJiee
MO3HUE CPOKH OEPEMEHHOCTH.

4. Buopme TBII B cpokm 10-14 Henmenb HE MOJDKHA IMPEBBINIATH 3 MM.

Yacrorta XA u BIIP nnona Bo3pacraer ¢ yBennuenueM TBII:

e mpu Tonmuue a0 3,4 mm BIIP mnona BeisBisitores y 2,4%, npu 6,5Mm - 6osiee ueM y
35,6% nnonos, npu 7 MM 1 OoJiee HEOIAronpUsTHbIE IEPUHATAIbHBIE UCXObI
peructpupytorcs B 64,3% - 100% cnyuaes;

e yacrota BeipaxkeHHbIX BIIC cocrasnser 17,3:1000 mioaoB, uto B 2 pasa BbIIIE, YEM
B nonyisiuuu. Puck BIIC cocraBnsier 10% npu TBII 3mMm u 75% npu tonmune
Oonee 4MmM;

e nuacdparMainbHas rpbbka HaOM0AaeTcs B 7,5 pas yaiie;

e yacrota omdanouene cocraisieT 7:4000-4200, a B nonyssiuuu 1: 3000;

e B 40% crmydaeB oTMeUaeTCs YBEJIMUEHUE MOUYEBOTO MY3bIpst (MEralMcTrK);

e y OepemMeHHBIX B Bo3pacte crapiie 35 net ¢ pacmupenueM BII puck XpoMocoOMHBIX
aHomanuit Mmoxet gocturatb 90% npu 5-9% 0XKHOMOIO0KUTENBHBIX PE3YyIbTAaTOB.

6. Ilpu pacumpenuu BII noka3zaHo npeHaTajdbHOE KAPUOTHUNHPOBaHUeE MUIoAa. [laxke pu
HOPMaJIbHOM KapUOTHUIIE YaCTOTA HEOIArONPHUATHBIX MEPUHATATBHBIX HCXO/I0B COCTABISET
32%, Torna kak npu HopMabHOU TommmHe BIT — 7%.

o

I'unepaxorennslii gpokyc (I'dD) B xxemynoukax cepaua miojaa:

e YACTOTa COCTaBISET B cpefaHeM 2,5 - 5,1%);

e BHUJIEH KaK TMIIEPIXOTEHHOE BKIIFOUEHUE (OTHO UM HECKOJIBKO) B OJTHOM (YaIle B JICBOM)
WIH 000UX JKeTyI0UYKax;

e B OonpmmHCTBE ciaydaeB (10 95%) I'® ucuesaer 10 pojaos;

e MOXHO pacuieHnBath kKak OI'M XA TOJBKO MpU COYETAHUU C IKCTPAKapIUATbHBIMU
aHoManusMu u/mu akropamu pucka. [Ipu orcyrerBun ngpyrux 3I'M mapkepom XA He
SIBIISIETCSI.

YacroTa BbIsiBJeHHA XA Yy IJI01a IPU Pa3IU4YHBIX 3X0rpapuuecKuX H3MeHeHUusIX

MUKpouedatus 30 - 66%
AQHOMAJINH 3a/IHEH YeperrHOi IMKH 33-44%
aHoMaJIbHBIe (HOPMBI Uepena 27 - 81%
MaTOJIOT U JINIA 40 - 45%




KHUCTO3HAsl TUTPOMA IlIeU 68 -75%
BPOKIEHHBIE TIOPOKH CepAaLa 29 - 56%
JyOJICHAJIbHAS aTPE3HsI 30-57%
TUNEPIXOTe€HHBIA KUIIEYHUK 20 - 66%
aHOMaJIMU KHCTeH/cTon 37 -42%
TIATOJIOTHS ITyHIOBHHBI 40 - 44%
3a/IepKKa pa3BUTH IIOAA 19 - 39%

Hau6oJ1ee yacTnie 2xorpadguyeckue M3MeHEeHHs V IIOTO0B ¢ XA

Cunapom /layna:

BEHTPHUKYJIOMETaJIHS 8,5-13,5%
[IaTOJIOT U IIEN 2,6 - 50,9%
BPOXICHHEIE TIOPOKH Cepa 7,2 - 56%
YKOpOUYCHHE OCPEHHON KOCTH 33,3-47,5%
aHoManbHO€e KonuuecTBo AJK 25 -60,9%

Cunapom JaBapaca:

aHOMaJIbHBIC ()OPMBI Ueperna 28,6 —45%
yBenuuenue TBII 39-82,1%
KHCTBI COCYIUCTHIX CIICTCHUH 29,6 — 80 %
YBEJIMYCHUE OOJBIION IIICTEPHBI 32,1-92,3%
BPOXKICHHBIC TIOPOKH Cep/ia 39-822%
AHOMAJIMH MOYEBBIIEITUTEIILHON CHCTEMBI 15-429%
nedopManust KUCTeH U MalbIeB PyK 30-80%
3a/IeprKKa Pa3BUTHS IJI0a 69-75%
MHOT'OBOJIHE 32-538%

OueHnka KOJIMYECTBA AMHHOTHYECKOH KuaKkocTH (AXK)

[Tpu mo03peHnn Ha MHOTO- WJIM MaJlIoOBOAME HEOOXOIMMO MOJIb30BATHCS ONpEIeIEHUEM HH/IeKca
aMHuoTu4yeckoi xuakocTu (MAX), KoTopblil BEIUUCIIAETCS, KaK CyMMa BEpPTUKAJIbHBIX KaPMaHOB
AX B ueThIp€X (ABYX BEpXHHUX W JIBYX HIDKHUX) KBaJIpaHTax KUBoTa OepeMeHHOH. B cpokn 20-24
HEZeNU — B IBYX HIDKHUX KBagpaHTax. MAJXK BeipaxaeTcst B CAaHTUMETPax C HOPMAIbHBIMU
3HAYECHHUSIMU 5-25 CM.

ManoBoaue Haubosee yacto Berpeuaetcs npu BIIP modek nnona (arene3us), npu mianeHTapHOM
HenoctatoyHocTy ¥ B3PIL. Muorosoaue - npu BITP ITHC (an3H1Ebanus, CIMHO-MO3TOBbIE
IPbDKH), aTPE3UH MUIIEBOJa, UMMYHHON U HEMMMYHHOW BOJSIHKAX IJI0/A.

Bepudukanus Anar1o3a, T.e. aToJ0roaHaTOMHUYECKOE UCCIIE0BaHKE IUIOI0B, J0JIKHA
NPOBOJMTCS BO BCEX CJY4YasX NpeHaTaabHOro oonapyxenuss BH3 u npepoiBanns
0epeMeHHOCTH N0 MEeUIIMHCKUM MOKA3aHUIM,




HE3aBUCHUMO OT Macchl Tuioja (Bkitouas Maccy menee 500,0).
Crenyer yYUTHIBATD:

e HCKOTOPBIC BXOFpa(i)I/ILIeCKI/Ie HaxXxOJIKH Tpe6YIOT CHGHH&J’IBHOﬁ IMOAr0TOBKU MAaTCpHaia K
CCKIIMH U NTPUMCHCHUS ONPCACIICHHBIX METOAUK BCKPBITUA (I‘OJIOBHOfI MO3r HJIOI[a).

CTpyKTypbl MO3ra OJJHUMH U3 IEPBBIX MOABEPrarOTCs AyTOJINU3Y, IOATOMY IIPU
HEIPaBWJILHOM MOATOTOBKE MaTepHasa MOATBEPAUTD WK ONIPOBEPTHYThH JaHHbIE
YJIBTPa3BYKOBOM JIMArHOCTUKH HEBO3MOXKHO;

e 0KOJI0 35% AMarHo30B, MOCTaBJICHHBIX Npu Y3, 10Kka3aTh HEBO3MOKHO
(BEHTPUKYIIOMET AN, TUETI0IKTA3MS, HAYaIbHBIE (JOPMBI HEUMMYHHOU BOJISTHKH I1JI0/1A);
e B 5-10% naroJyioroaHaTaMH4YeCKUX HCCIIeI0BaHNUM BRIABIIOTCS BIIP,

KOTOPBIC HE TOJJICKAT yanpa3BYKOBOI>'I JHUAarHOCTHUKE,

e HaWIy4IIue cpoku Juii BeisiBieHus BIIP B mepBom Tpumectpe - 10-14 Henesib, BO BTOPOM -
20-24 HeneJib, B TpeTheM - 32-34 Heaean. CoOM0A€HUE ATUX IPABUI YMEHBIIAET
KOJIMYECTBO HEHY)KHBIX UCCIICIOBAHH, TOBBIIIACT KAYeCTBO YIbTPA3BYKOBBIX
o0cienoBaHuN.

Ouenka quHbI TPYOUAThIX KocTell u McciienoBanne njaueHTbl M MyNOBUHBI

Jlis npeHaTaabHOM TMarHOCTUKU CKEJIETHBIX JUCIUIa3Ui N3ydaroTcs pa3mepsl, hopma u
9XOTE€HHOCTh 00erX OeIPEHHBIX U IUICYEBBIX KOCTEH, KOCTEH rojieHel U MpeIIuieyrii. Y KopoueHne
JUINHBI TpyO4aThIX KOcTel (B OCHOBHOM Oefipa U Iieya) MOXKET SBISATHCS MapKepOM XpPOMOCOMHOM
AHOMAJIMH: OHO JIOCTATOYHO crienuduaHo Ui cuHapoma Jlayna, riae ormedaercs B 17,4-47,2%
CIIy4aesB.

[IpoBonuTCS OlEHKA JIOKATU3AIMH TUIALICHTHI, €€ TOJIIIMHBI, CTPYKTYPBI U CTEIIEHU 3PEIIOCTH 110
OOLIEPUHATON METOIHKE.

EnuncrBennas aprepusi nynoBunsl (EAIT). B Hopme nmynoBuHa coneput 3 cocyaa: oJHYy BeHY U
JIBE apTepHH,

B HEKOTOPBIX CIIydasix - TOJbKO JBa: BeHy U apTeputo. EAII coueTtaercs ¢ pa3nuuHbIMU
aHoManusAMu pa3BuTHs B 20-67% ciydaeB, ¢ XpOMOCOMHOI marosorueit — B 5-20%. Camoit
BEPOSITHON LIUTOTEHETUYECKON HaXO/IKOW SABJSIETCS TPUCOMUS 110 XpoMocome 18 (cuHapom
DnBapjca), Ho Tpucomus 21 (cunapom Jlayna) ne xapakrepna aiasa EAIL Camoii yacToi
NIepUHATAILHOM MMATOIOTHEN SBIIAETCS 3a1epkKa pocTa mioa (8-50%),

a puck rudenu miaona B poaax gocruraet 20%. Yacrora: 1% y )KUBOPOXKICHHBIX (YaIle y
MaJIbuuKoB). /lnarnoctuka: Hanbosee cTabMIIbHbBIE PE3yIbTaThl MOXKHO MOXYYUTh Hocie 18 Henensb
OepeMeHHOCTU. Benenue: npu coyeTaHnu ¢ APYrUMU aHOMAIHMSIMH Pa3BUTHSA [TOKA3aHO
npeHaTaJIbHOE KapUOTUIIMpOBaHKe 1102 Bo Il TpuMecTpe OepeMeHHOCTH.

[Tpu wusonmupoBanHoit EAIIl kapuotunupoBaHue cumTaercs uenecooOpa3HbiM, Tak kak BIIP,
COUeTarIIMecs ¢ ATOM NATOJIOTHEN U JOCTOBEPHO BBIABIISEMBIE NPEHATAIBHO, COCTABIAIOT 37%,
TPYAHO TUArHOCTUPYEMBIE MPeHaTAIbHO — 32%, U HEe TUarHOCTHpyeMbIe MpeHaTansHo — 31%.

I/ICC.HCZIOBaHI/Ie MOqubIHeJIHTeJILHOﬁ CHUCTEMBbI

IMouku: He0OX0IMMO OLIEHUTH UX (POPMY, pa3MephI, JTOKAINU3AIHI0, COCTOssHHE apeHxumbl u YJIK.



IIuenodkTa3us ycTaHaBIMBAeTCs M0 MepeAHE-3aIHEMY pa3Mepy JOXaHOK, KOTOPBI B HOpME B
cpoku 20-24 nenenu He npebiaeT 4 MM. [1uenoskTazusi cCaMOCTOSATENBLHO UCUE3AET B TEUCHUH
naHHou 6epemeHHOCTH B 4,7 — 31% ciiydaeB. YMepeHHO BbIpa)KeHHasl MUEI0IKTa3 sl UMEET
XOPOIIUH MPOTHO3: HE0OXOUMOCTh OTIEPATUBHOTO JICYCHHUS MTOCIIEe POJAOB BO3ZHHUKAET penko. B
OOJIBIIMHCTBE CIIy4aeB OTMEYAETCS CIIOHTAHHOE pa3pelleHre MUEI0IKTa3UU OCTIE POIOB.

[Tpy uHpaHTHIBHOM THIIE MOJUKUCTO3a (cuHapoM [lottep I,

,,00JIbIIINE Oelble MOYKKN’’) HAOJI01aeTCs IBYCTOPOHHEE MOBBILLIEHUE 3XOT€HHOCTH TIOYEK U
YBEJIUYCHHUE UX PA3MEPOB.

ITonukucTo3Has AUCIIJIA3UA ITIOYCK MOXKCET OBITH O[[HOCTOpOHHCfI U BBIIVIAAUT B BUC
YBGHHHCHHOﬁ IIOYKHU C MHOXCCTBCHHBIMHU aH3XOI'CHHBIMHU BKIIFOUCHUSAMM.

JIByCTOpOHHSIS MOJIMKUCTO3HAS TUCILIA3HS MOYEK, KaK U MOJMKUCTO3HAsL 00JIe3Hb TIOYEK, SIBISETCS
datanbHbIM cocTossHUEM. [Ipu nx oOHapyKeHNHU oKa3aHo MpepbIBaHNEe OEPEMEHHOCTH.

MoueBoii ny3bIpb: pa3Mepbl HE UMEIOT IPUHIUIUAIBHOTO 3HAYCHHUS,
YUNTBIBasi €ro CIHOCOOHOCTb K PEryJspHOMY ONOPOXHEHHIO. VICKIIoueHHe COCTaBIsIOT

BBIPQXCHHOE €ro yBeIMYeHHUE (MEeralucThK, cuHapoM Prune-belly) win ymenbinenue (areHesus
MOYEK), OCTAIONINECS HEU3MEHHBIMU TIPH JTUHAMHYECKOM HAOITIOICHIH.

Ipuioxenus
HopMmaJibHble mapaMerpsl eToMeTpus 110Aa no r. ipocJiasiio
BunapueTansHbIi pazmep (cM) OKpy»XHOCTB KHBOTa (CM) Juna 6ezpa (cm)
IIpouenTunu

Cpox (Hex) 10 50 90 10 50 90 10 | 50 | 90
13 2,0 2,4 2,8 6,4 7,8 91 1,0 1,3 15

14 2,2 2,7 3,1 7,2 8,6 9,9 11 1,4 1,7

15 2,6 3,1 3,6 8,0 9,8 11,3 1,4 1,8 2,2

16 3,0 3,5 4,1 9,4 111 12,9 1,7 2,1 2,6

17 3,3 3,8 4,3 10,5 12,0 13,8 1,9 2,4 2,9

18 3.8 4,2 4,6 11,8 13,5 14,9 2,4 2,8 3,2

19 4,0 4,5 4,9 12,7 14,4 16,0 2,6 3,0 3,5

20 4,3 4,8 5,2 13,7 15,4 17,0 2,9 3,3 3,7

21 4,6 5,0 54 14,6 16,3 17,9 3,2 3,6 3,9

22 4,8 53 58 15,7 17,3 19,0 3,4 3,8 4,2

23 51 5,6 6,1 16,5 18,3 20,1 3,6 4,1 4,4

24 54 59 6,4 17,3 19,1 21,0 3,8 4,3 4,7

25 5,7 6,3 6,8 18,4 20,5 22,3 4,1 4,6 4,9

26 59 6,5 7,1 19,0 21,2 23,4 4,3 4.8 5,2

27 6,3 6,9 7,5 20,4 22,6 25,0 4,6 51 5,6

28 6,6 7,2 7,7 215 23,8 26,2 4,8 53 58

29 6,9 7,5 8,0 22,5 24,9 27,2 51 55 59




30 7,3 7,8 8,3 24,2 26,1 28,2 5,4 58 6,2
31 7,5 8,0 8,4 24,9 27,0 29,0 5,6 6,0 6,4
32 7,7 8,2 8,6 25,7 27,9 30,0 58 6,2 6,5
33 7,9 8,4 8,8 26,7 28,8 30,9 6,0 6,3 6,7
34 8,1 8,5 9,0 27,5 29,7 32,0 6,1 6,5 6,9
35 8,3 8,8 9,2 28,3 30,7 32,9 6,3 6,7 7,1
36 8,4 9,0 9,4 29,2 31,7 34,1 6,5 6,9 7,3
37 8,6 9,0 9,5 30,0 32,5 35,0 6,6 71 7,5
38 8,8 9,2 9,6 311 33,7 36,4 6,9 7,3 7,7
39 8,9 9,3 9,7 31,9 34,3 36,9 7,0 74 7,8
40 9,0 9,4 9,8 32,7 351 37,6 7,1 7,5 79
41 9,0 9,4 9,8 32,7 351 37,7 7,1 7,5 79
42 9,0 9,4 9,9 32,5 34,8 37,2 7,1 7,5 7,9
HopMmanbHblie moka3zarejn Macchl IJ10a 1o 1. SIpociaasiiio
Cpok GepeMeHHOCTH (HE) Macca mmona (1)
IIpouenTunu
10 50 90

21 338 428 515

22 383 497 606

23 445 573 712

24 507 652 801

25 592 795 976

26 641 884 1027

27 795 1078 1356

28 924 1243 1559

29 1098 1426 1757

30 1302 1624 1964

31 1442 1776 2112

32 1589 1959 2328

33 1755 2143 2525

34 1916 2336 2786

35 2097 2562 3047

36 2282 2930 3287

37 2437 2978 3547

38 2660 3241 3847

39 2782 3398 3994

40 3003 3591 4228

41 2991 3609 4287




42

2963

3563

4144

Hpeneast nonyctumbix 3HaUYeHuid ADPII u XTI 1151 6epeMeHHBIX

(mo nanHbM DenepanbHOro LEHTPA IPEHATAIBHON JTUATHOCTHUKM T.

Cankr-IletepOypr)

Hopmsl o copepxxkannio ADII B CLIBOPOTKE KPOBH

Cpox GepeMeHHOCTH Menuana, TonepaHnTHble Menunana, ME/mn  [TonepaHTHbIE TIpeienbl,
(Hen. mocye 3a4aTys) HI/MIT TIpeesl, ME/mn
HI/MJT
14 36,44 18-73 29,15 14,4-58,4
15 39, 19,5-78 31,26 15,6-62,4
08
16 41,40 21-83 33,12 16,8-66,4
17 46,85 23-94 37,48 18,4-75,2
18 55,37 28-111 44,30 22,4-88,8
19 61,64 31-123 49,31 24,8-98,4
20 74,50 37-149 59,60 29,6-119,2

Hopmbl o conep:xkannio XI' B CHIBOPOTKE KPOBH

Cpok GepeMeHHOCTH (Heq. Iocie Mennana, TonepaHTHBIE TIPENIETIbI, Pexomennyemoe passeneHue
3a4aThs) MME/mn MME/mMn CBIBOPOTKH

2 150 50-300 Bes pa3Benenus
3-4 2000 1500-5000 1:20
4-5 20000 10000-30000 1:400
5-6 50000 20000-100000 1:400

6-7 100000 50000-200000 1:400 u 1:2000

7-8 80000 40000-200000 1:400 u 1:2000
8-9 70000 35000-145000 1:400
9-10 65000 32500-130000 1:400
10-11 60000 30000-120000 1:400
11-12 55000 27500-110000 1:400
13-14 50000 25000-100000 1:400
15-16 40000 20000-80000 1:400
17-21 30000 15000-60000 1:400

Buumanue! Mowm BeicunThIBaeTcs o otHomeHHo ypoBHs ADII u XI'H B ME/Mn k Meauane B
ME/mn. Hopmaneasbie 3HaueHust Mom ripu pusnonorudeckoit 6epemernoctun — 0,5-2Mowm.

A.]'Il"OpI/ITM NOKa3aHuil K NnpeHaTajJbHOMY KaAPUOTUIIMPOBAHUIO

VY cnoBHBIE COKpALIEHUS:

o OP — daxTop pHucka

e DOI'M XA —sxorpaduyeckue MapKkepbl XpOMOCOMHBIX aHOMaIHH

o AKB — aHOManbpHOE KOJIMYECTBO BOJ (MaJIO-M MHOTOBOIME)
o [IK — npeHaTasibHOE KapUOTUIIMPOBAHUE
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