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OcTaHHIMH pOKaMH y 3B’SA3KYy 3 PO3HIH(PPOBKOIO '€ HOMY
AIOAHHH, BUBYEHHAM IIaTOT€HEe3y CIaAKOBHX 3aXBOPIOBaHb
3’aBHAACS MOXAHBICTE IX AiKyBaHHa. IIpore OiabiicTs
CIIAAKOBHX 3aXBOPIOBaHb 3aAHIIAIOTHECSA (aTaABHHMH,
CIPHYHHIOIOYH TSXKKY IHBaAlAH3allil0 Ta PaHHIO CMEpPTH

xBopux. Tomy mnpodisaKTHIII CIHAaAKOBOI IIATOAOTIl
BiAZaeThCsA CHOIOZHI IepeBara  SK 3a IIHPOTOXO
MOMKAHBOCTEH, TaK i 3 E€KOHOMIYHHX MIipKyBaHb.

IIpodirakTHYHI 3aXO0AH BHABASIOTHCHA 3HAYHO AEIIEBIIHMH
3a AiKyBaABHIi.




KoikHa AIOAHHA € HOCIEM pEelEeCHBHHX IIaTOAOTIYHHX TreHiB. SIKIIO
BpaxyBaTH, LIO0 3araAbHa KIABKICTEL PI3HHX MOHOI€HHHX 3aXBOPIOBaHb
CTAaHOBHTBh OAH3BKO 4000 HO30AOTIYHHX OAHHHIB, BHABASETHLCS, LIIO B
CepeaAHBOMY KOXKHA AIOAHHA € HOCIEM MYTaHTHHX aAeAiB IIPHOAH3HO
necsaTH reHiB. HaOip IHX reHiB pi3HHH y pi3HHX AlOoZAEeH, KpiM poAHYiB.
BpaxoByrodWi L0 Yy AIOAHHH dYacTO BHHHKAIOTE HOBiLI MyTalii Ta
NIPHYHHOIO BPOJAIKEHOI IIATOAOrII MOXYTh OyTH TepaToreHHi pakTopH, B
IiAOMY 3araAbHOIIONYASIIIHMHHH TI€HETHYHHH PH3HK HOAT 3JO0POBHX
OaTBKiB- HEPOAHYIB Y OIITHMAABHOMY AiTOPOAHOMY Billi OLliHIOETHCA B
5,5 %; meH PpH3HK iIiCTOTHO mIiABHINYETHCA 3 BiKOM OaThKiB, InpH
OAH3BKOCIIOpiZHEHHX IIAIOOaX, y ciM’i, AKa BIXe MAa€ XBOPY IAHTHHY

TOILLO.
ITepeunHa npoginarxmurxa — 3aXoAH, CIPAMOBaHiI Ha 3amoOiraHHA
3auammiro XBOPOI AHTHHH; E6MOpPUHHA npodinakmuxa - 3axXonaH,

CIIPSIMOBaHi Ha 3alo0iraHHs HAPOO)KEeHHI0 XBOPOi AOHTHHH abo
dopMyBaHHIO HATOAOTIYHOrO (peHOTHIY. 2




YV VYV

OCHOBHi HanpsAMH NEPBHHHOI NPOMDIAAKTHKH:
1. OXOpoHa HABKOAHUIIHBOTO CEPEMOBHUINA (JKOPCTKUM KOHTPOAb MyTareHiB 1 TepaTOT€HIB).
2. BrmpoBazzkKeHHS IIporpaMy reHETUYHOI'0O MOHITOPUHTY ITOIIYALLLI.
3. [IanaHyBaHHS AITOHAPOIKEHHHI:
BUOIp OIITUMAABHOIO BiKYy (21-35 poKiB Aas 3XKiHOK i 21-40 poOKiB OAd YOAOBIKiB);
BiaAMOBa Bi AITOHAPOAXKEHHS y Pa3i BUCOKOI'0 PU3UKY CIIaAKOBOI ITaTOAOTII;
BiZiMOBa BiJ OAM3BKOCIIOPIAHEHUX IIAIO0IB.
1. MeaguKO-reHETUYHE  KOHCYABTYBaHHS  CIM€H, dgKI = MarmTb XBOPY  AOUTHHY
(peTpocriekTuBHE) a00 40 AITOHAPOIKEHHS (IIPOCHEKTUBHE).
2. [IpekoH1IenIIitiHA TpodiraKTUKA CITaJKOBUX XBOPOO:
CTBOPEHHS OIITUMAaAbBHUX YMOB [IASI TaMeTOreHe3y (3I0POBUM CIIOCIO KUTTS);
BXKUBaHHS ITOAIBITaMIHIB 3 MIKPOEAEMEHTAMHU (M0, MapraHellb, IIUHK Ta iH.);
BXKUBaHHsSI QoaieBoi K-Tu mo 400 MKr miomHd (3HUXKYETBCA dYacToTa Baj HEPBOBOI
TPYyOKH);
B €EHAEMIYHHUX palioHaX HACHU4YE€HHS IIPOAYKTIB Xap4yyBaHHS HOO0M;
Ha TEPUTOPiax, 3a0pyaH. pamioOHYKAiIaMM, 3aCTOCOBYETBHCA CIIelliaaAbHa pajio3axXucHa
Iiera.
1. BripoBag:KeHHdA METOMAIB MAIarHOCTHUKH CIIAaAKOBOI IIATOAOri B CHCTEMY Cy4YaCHHX
PENPOAYKTUBHUX TEXHOAOTIMH.




i
IIaCiiopTa HOBOHaAPOA2KEHHUX.

OCHOBHIi HaIIpsIMH BTOPHHHOI TpOo(iAaKTHKH:
[IpeHaTanbHAa AlarHOCTHKA.
[lepepuBaHH4A BariTHOCTI Yy BHIIQAKY, KOAHM Y TIIAOA [JlarHOCTOBAHO
CIIQKOBY IIAQTOAOTIIO, III0 IPU3BOAUTH [0 TIXKKOI 1HBaalguisallli, paHHBOI
CMEPTIi 1 He ICHy€ €e(DEKTUBHHUX METOM1IB AIKyBaHHSI.
ANIKyBaHHA [OEIKUX CIAAKOBUX 3aXBOPIOBaHbL 1 Bad PO3BUTKY Y IIAOAa B
IIepioa BariTHOCTI.
MacoBUil CKpUHIHT HOBOHAPOXKEHUX 3 METOIO MIarHOCTHKU B AOKAIHIYHIHN
cTamii CIIagKOBHX 3aXBOPIOBaHb, A HGKHX PO3pPoOAEHO METOau
IPOMPIAAKTUYHOIO AlKyBaHHYI (PEHIAKETOHYpPid, TIIOTHPEO3 Ta 1H.).
[IpodinakTruHE AIKyBaHHS XBOPHUX.
BusBA€HHA reT€epPO3UTOTHUX HOCIIB PELIECHBHUX MYTaHTHHUX I'€HIB.
BusHayeHHY I'€HIB CIIaIKOBUX 3aXBOPIOBAHb, 1110 I113HO BUSBASIOTHCH, I'€HIB
CXHABHOCT1 A0 MYABTH(MPAKTOPIaABHUX 3aXBOPIOBaHBb 1 MIpodpiAaKTHKA II€l
IIQTOAOTII Y HOCIIB I'€HIB.
Y NepCreKTUBl — CTBOPEHHS I'€HETUYHOTO




I'eHeTHYHHH MOHITOPHHI MOIYASAILii BKAIOYAEc aHaai3 piBHA 3a0pyaHEHOCTI

HaBKOAHUIIIHBOI'O CEPEAOBHUIIIA MyTareHaMH, a TaKOXK CHUCTEMAaTH4YHE CTEXKEHHS 3a AUHAMIKOIO
YaCTOTH 1 CIIEKTPA CIIaJKOBOi ITATOAOTIi; MO3Ke 3/1iliCHIOBATUCH KIAbBKOMAa CIIOCOOaMH.
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AHaai3 Y9aCTOTH TaK 3BaHHUX «CTOPOXKOBHUX (EHOTHUIIIB» Y HOBOHApPOMXKEHUX (Ta H Yy
MEPTBOHAPOMKEHUX). IK CTOPOKOBI PEHOTHUIIA MOXKYTh BUKOPUCTOBYBATHUCS:
aBTOCOMHO-IOMiIHAaHTHiI abo X-34erAeHi 3axXBOPIOBaHHd, SKi MAIarHOCTYIOTHCS 3 MiHIMaAbHHU-
MH T[oMHAKaMHu, wMawoTb 100 % [EeHETPaHTHICTH Ta OJHOPIAHY EKCIIPECHBHICTH
(axoHaporiaazisa, cuHApoM Arepa, eKTpoAakTHAld, HedppobaacToMa, peTrnHOOAACTOMA Ta iH.)
HapomxkeHHd XBOpOi AUTUHHU ¥ 3M0POBUX 0aTHKIB CBIAYUTH IIPO MyTallito de novo;

130APOBaH1 MyABTHU(AKTOPiaAbHI BPOAXKEHI Baau PO3BUTKY (aHeHIledanisd, CIIMHHOMO3KOBa
rpuzka, HiiAuHa ryom i/abo mimHeOiHHS, peayKINiHMHI Baau KiHIIIBOK, aTpe3id CTPaBOXOAy M
aHyca), PO3BUTOK HKHX 3yMOBA€HHM T€HETUYHUMH @akTopamMud 1 [Oi€l0 (aKTopiB
CEPENOBUILA;

MHOXKHWHHI BPO/I2KE€H1 Baay PO3BUTKY;

cu"apom [layHa 6iapimie HixK ¥ 90 % BUINIAAKIB € pe3yAbTaTOM HOBOi MyTallii, TOMy BiH MOXKe
OyTH iHAUKATOPOM MyTareHHOT0 BIIAMBY HaBKOAUNIHBOTO cepemoBUINA. [IpoBomuThcsa aHaail3
4aCTOTH ¥ IHIIHUX XPOMOCOMHUX CUHAPOMIB — [latay, EaBapaca, «<KOTI90ro KpuKYy».




3aiHNCcCHEeHHA MacCOBOTI'O CKPHHIHTY CIIaAKOBHX XBOPOO —
deHiAKeTOHYpPII, rinoTHpEO3y Ta

iH.
IlnTOreHETHYHHH CKPHHIHI HOBOHAPOAMXEHHX B €KOAOrIYHO
HECIIPHSITAHBHX paHOHaxX —

OLiHIOETHCSI YaCcTOTa XPOMOCOMHOI abepamii B Aimdpoumurax
nepudepHIHOI KPOBI.
AHaAi3 xapT peecTpauii O0e3maigHHX IIAIO0IB, CIIOHTAaHHHX a0oOpTiB,
aHaAi3y (peHOTHIIY IIAOZA 3a ZAHHMH YABTPA3BYKOBOI'O AOCAINIKEHHS
Ta IHII JOKYMEHTH.
Meauko-reHEeTHYHE KOHCYABTYBaHHA




Iloka3aHHSA 40 MEAHKO-TEHETHYHOI'O KOHCYABTYBaHHS (3riaHo 3

Haka3zom MO3 Ykpainu Noc 641/84):

i

Bik BariTHoi mo 18 pokiB, a Takoxk 35 poxkiB i Oiapmie. Bik
yoAoBika 40 poxkiB i Oiabure.

HasaBHICTE Y OZHOr0o 3 MOAPYIKIKSA XPOMOCOMHOI nmepedyzoBu abo
BaAH PO3BHTKY.

HaaBHicTh B aHaAMHe31 AiTeH 31 CIaZAKOBHMH XBOpobamMHu oOMiHy;
IIOB’A3aHHMH 3i CTaTTIO; BpPOIAXKEHOI TrimoIAa3i€l0 KOpH
HAAHHPKOBHX, BPOIXEHHMH i30ABOBAHHMH a00 MHOXHHHHMH
BaZaMH PO3BHTKY, XPOMOCOMHHMH XBOpoOaMH, pPO3yMOBOIO
BiACTaAICTIO, MEPTBOHAPOAIKEHHSIM.

HasaBHICTH BHIII€3a3HAYEHOI IIaTOAOTrI1 cepea pOoaAHYiB.
KpOBHOCIIOpiZAHEHHH IIIAIOO.

3BHYHE HEBHHOIIYBAaHHSA BariTHOCTiI HEBCTaAHOBAEHOI'O Ir'eHe3y.




. HecnpHATAHBI BIAHBH y paHHiLI TEPpMiHH BariTHOCTi (3aXBOpIOBaHHA,
AiarHOCTH4YHIi a00 AiKyBaABHi mpoueAypH, IPHHOM MEAHKAMEHTIB).

. YcrAanHeHHH IIepebir BariTHOCTI (3arposza nmepepHBaHHSI 3 PAaHHBOIO
TEepPpMiHy, sIKa He IIiAnaeThCcsa Tepamii, bararoBoanasa i maAoBoOAASA).

. IIaToAOrisa mAona, BHIBAEHA MPH YALBTPA3BYKOBOMY AOCALAIKEHHI.

. 3MiHa INOKa3HHKIB CKpHHiIHroBux d¢akropiB: PAPP-A, aanda-
deTonporeiny, XOpiOHIYHOI'O roOHaAAOTPOIIiIHY, ECTPiOAY.

. HagBHICTEP Yy NOAPYXKIKSA MKIZAHMBHX @(aKTOpiB, IOB’SA3aHHX i3
npodecie:ro.

. IleppuHHaA  aMeHoOpes, IIOPYILIEHHA  MEHCTPYAaABHOI'O  IITHKAY
HEBCTAaHOBAEHOTI'O I'€He3y.

. CiM’a 3 HEeNAILAHICTIO.




OCHOBHI 3aBAaHHA I'€eHETHYHOI'O KOHCYABTYBaHHS:
> BCTAHOBACHHSI TOYHOTO AiarHo3y CIIaAKOBOI XBOPOOH;
> BH3HaA4YEHHS THIIy YCIaAKyBaHHS 3aXBOPIOBAHHA B IIiH POAHHI;
> OIIIHKAa PH3HKY PEeIlHAHBY 3aXBOPIOBAHHS y LIiH POAMHI;
- BH3HaAYE€HHS Hale(heKTHBHIIIOro NpodiraKTHIHOIrO CIIOCOOY;
- IIOSICHEHHS THM, XTO 3BEepHYBCH, BazXAHBICTB
3i0paHoi Ta npoaHaaizoBaHOoi iHdopmalii, TreHeTHYHOIO
IIPOTHO3Y Ta MeTOAIB NpodiraKTHKH.
I'eHETHYHOI'O KOHCYABTYBaHHSA IIOAATa€E y 3’ACyBaHHI
AiarHo3y CIaAKOBOI'O 3aXBOPIOBAaHHS 3a JAOIIOMOIOI0 TI€HETHYHHX
MEeTOAiB Ta BH3HA4YEHHI THIY ycCIaAKyBaHHSI 3aXBOPIOBAHHA y IiH
poauHi. JlAa yYTOYHEHHS AlarHo3dy MOXKHa BHKOPHCTOBYBAaTH
CHHAPOMHY AiarHOCTHKY, '€ HEAAOTriYHY, HHTOI'€HETHYHY, CIIEIliaAbBHY

Oioximiuny Ta w™meTromum [AHK-zmiarHocTHKH. J[eTaABHHH PpPoOAOBin
JO3BOASIE 3HAHTH '€ HOTHIIH POAHYIB.




— pO3paAxXyHOK 2eHemu4Ho020 pu3urxy. BianipaBHOIO TOYKOIO € POAOBiA
poauHH. (dAaa OaraTodakTOPHHX 3aXBOPIOBAHb '€ HETHYHHH PH3HK PO3pPaXOBYETHCH 3a
CIeliaABHHMH TaOAHIIIMH €MIIipHYHOI'O '€ HETHYHOIO PH3HKY. A POAHYIB II€pPIIOro
CTyneHsa (cHOCH i OiTH) HOro MOXKXHA OOYHCAHMTH SIK KBaApaTHHH KOPiHb 4YaCTOTH
NMONyAsillil, MOAs POAHYIB ApPyroro CTYHNEHs PH3HK nOopiBHI0e q3/4, me q -
3aXBOPIOBaHIiCTh y nonyAsauii. OAHaK 1i po3paxyHKH AOCHTH Irpyo0i.)

— OUIHKA 2eHeMu4HO020 pu3ukKy. SIKLUI0 PH3HK HAPOIAKEHHSI XBOPOTIoO
CTAaHOBHTHh 40 5%, BiH HH3BKHH, i BHHOIIYBAaHHA AHTHHH B ILiH POAMHI He Mae
IIPOTHIOKa3aHb. PH3HK Bia 6 mo 20% BBaxkaeTbCHA cepeaAHiIM. Y IILOMY BHHOAAKY
pexomMeHaallii 100 BHHOIIYBaHHSA AHTHHH 3aA€KaTh HE€ TIABKH BiZ CTyIIeH PH3HKY,
aAe TaKOK BiZ THAMXKOCTI Ta COIIaABHHX HACAIAKIB IILOro 3aXBOPIOBAHHA Ta Bin
MOIXAHBOCTi IpeHATaABHOI AIarHOCTHKH. SIKIIIO eHETHYHHH PH3HK nepeBuIinye 20%,
BiH - BHCOKHH; TOMY, SKIIO METOAHM IIPEHATAaABHOI MAiarHOCTHKH TaKOi IaTOAOrii
BiZCyTHIi, mIoAaAbBIIi IOAOTH B IIiH POAHHI He PEKOMEHAYIOThCS.




Hemeepmuil  3aKAOYHHUW  €/icrn —  BUCHOBOK  IIPO  TI'€HETHYHE
KOHCYABTYBaHHS Ta IMopaau 6baTbKaM. BoHM CTOCYIOTHCS IIPOTHO3Y 3M0POBOI0
IIOTOMCTBa 1 MOXKAHWBOCTI MOITOHAPOAKEHHd. BHCHOBKH TI€HETHUKA MAaloTh
PEKOMEHAAIIMHUN  XapakTep. PillleHHd 1OIpo HAPOAXKEHHYd  OUTHHH
3aAUIIIAETBCS 3a IMOAPYKIKAM. '€HETHK Ma€ CIIipaBy HE AUIIE 3 MEAUYHUMHU
IpobareMaM¥, a ¥ 3 MOPAABHO-ETHYHUMHM IIpobaeMaMu. Y OyAb-sgKiH POAHHI
HApPO/MXKEHHSA MUTUHU 31 CIAAKOBUM 3aXBOpPIOBaHHAM ab0 BPOAXKEHHUMU
BaJlaMU PO3BHUTKY € IICUXOAOTIYHOIO TpaBMolo. [lapa BiguyBa€e MpoOBHHY 34 T€,
III0 CTaAOCd; KOMIIAEKC HEIIOBHOIIIHHOCTI. Y MHOedKHNX BHUIIQAKaxX IIOCTa€E
IIUTAaHHG IIpo 30epexkeHHd ciM'i. BBaxkaioTh, III0 Ha MEAHUKO-T€HETUYHY
KOHCYABTAIIIIO OOILIIABHO HaIIpaBAdTH IOAPYIKIKS HE pPaHille HiX 4depe3d 3-6
MiC IIiCASI BCTAHOBA€HHSI AiarHO3y CIIaaKOBOi XBOPOOU, OCKIABKHU B IIeH IMePio
BiAOyBa€eThCd agariTallisa A0 CHUTyallli, 10 cKAaasacsd. Po3aMoBa MixK I€eHETHKOM
1 IIapor0 MOIKE OOIMOMOITH IM aJalTyBaTUCS OO0 CUTyallll, 3HATH I[IOYyTTS
IIPOBUHH 1, TAKUM YHMHOM, IIIATOTYBATHUCH 00 IMOJAABIINUX HiH.




IlpexoHueniinHa npodisaxTHRa CIIAAKOBHX XBOPOo0O cCKAamaeThca 3 4 eTamisb:

1. Meauko-reHeTHYHE KOHCYABTYBaHHA, OOCTEXEHHS CiM’1.

2. IIpeBeHTHBHaA caHallia Ta YCYHEHHS NOTEHIiHHHX MyTareHiB i TepatroreHis. Ilpu
BHABAE€HHI IIaTOAOril INPOBOAHTHECH AlKyBaHHS XPOHIYHHX 3axXBOpPIOBaHb ¥y
MaHOyTHIX OaThKiB. Y pa3i moTpeOH NIPOBOAHTHCA iMyHi3alliss NIPOTH KpPAaCHYXH.
HeoOxinmHa cmemiaAbHa IIiArOTOBKAa OO BariTHOCTi XiHOK i3 ¢deHiaAkeToOHypicro i
reTEepO3HIrOTHHX HOCIIB IILOr0 PEILIECHBHOro reHa. Obom OaThbKaM NPH3HAYAETHCSH
palioHaAbBHE Xap4YyBaHHA.

3. CHHXpOHi3allia penpoAyKTHBHHX IPOLECIiB (MAAHYBaTH 3a4YaTTda Ha AiTHBO-OCIiHHIH
nepion).

4. BeaenHa BariTHux. [dieToTepamiro Ta BiTaMiHOTepallilo HEOOXiAHO IIPOAOBIKYBATH
oo 12 T BariTHOCTi (mepioa opraHoreHe3y i ricrorenesy). B nepioa BariTHOCTI
IIPOBOASITHh NIPEHATAABHY AIarHOCTHKY CIIaAKOBHX 3aXBOPIOBAaHb i BPOIIKEHHX Bal
PO3BHTKY.

BHKOPHCTAaHHA IIPEKOHUENUiHHOI mnpodisakTHKH [O03BOAE€ MiAiATH OO
IIAAHYBaHHA CiM’i 3 FreHEeTHYHOI TOYKH 30py. li IIHpOKe BIIPOBAAiKEHHSI CIPHSITHME
MOAINIIIEHHIO 3OPOB’A SIK Cy4aCHOro, TaK i MaHOYTHBOro IIOKOAIHHS i 30epeiReHHIO
reHooHAy HaCEeA€HHSI YKpPaiHH.




Y Hall 49ac iCHye peaAbHa MOXAHBICTE IIPpE€HATAABHOlI AIarHOCTHKH
OiABIIIOCTI MOHOTreHHHX 1 XPOMOCOMHHX 3aXBOPIOBaHbh Ta BPOIIKEHHX
BaZ, PO3BHTKY. SIKIIIO BHKOPHCTOBYETHCS IIpeHaTaAbHa MAiarHOCTHEKA,
BHpPillIeHHA T€HETHYHHX INnpobAeM HemoTpiOHe. Y mboMy BHIIAAKY HE
nependavaeThCsl HAPOAIKEHHS XBOPOI AHTHHH, OCKIABKH 3aXBOPIOBAHHS
AiarHOCTY€EThCA y IIAOAA

[Ipenaranbua giarHocTuka

YibTpa3BykoBi (HEIHBa3HBHI) BioxjmiuHi. HBA3HBHI.
CeneKkTHBHI, CKpUHMIOBI. . CKpHHIHTOBI. (%mui.
[To mipi HeoOXianocTL. | 9-11 THKHIB, Aunba-erorlporein (3 16-22 TixkHi). Xopiou6ioncis (9-11 THxkHIB).
16-21 TiakHiB. XOpIOHIYHUIT TOHAZOTPOITIH. [TnauenroGioncis (14-22 ThxkHiB)
30-34 Tk, Ecrpion Amniouentes (15-22 TixkHiB).
Kopaouentes (17-26 TixkHiB).
bioncis wkipn (14-16 THxkHIB).
bioncis m’a318 (18-22 TixkHs).
®erockonis (18-22 Trkns).
Bajm po3sutky mioja. Kapiotunysanus (XpoMocomui abepatli).
Mapkepu XpOMOCOMHOT 1aTOJION i MoJiekyJIsipHO-TeHETHYHE J10CI1KEHHS
(MOHOreHHa 1aToNIoris).
O0cTexenns HOBOHAPOKEHHX
CKpUHIHTOBI. CenekTnsHi.
DenikeTonypis. MyxkoBicumn103.
Bpoukenuii rinoripeos. AJlpeHO-TeHITalIbHHiIT CHHAPOM.

["anakro3emis.




OcHOBHa 3azmadya IEepPUIOrOo AOoCAimxeHHs (9-11
THK) - OiATBEPAHTH, L0 IAiA XHBHH, BHMIPHBIIH YacTOTy CeEpPLEOHTTH;
HaHOIABIIE TOYHO BH3HAYHTH TEPMIH BariTHOCTi, BHMIPHBIIH KYIIPHKOBO-
TIM’AIHHH PO3Mip mnIAOAy; BH3HAYHTH TOBIIHHY KOMiplleBOro mnpocrTopy. Ko
3HaAaYeHHA IHOTO IIapaMeTpa BHIINE BH3HAYEHHX, PH3HK XPOMOCOMHHX XBOPOO
(curapomy dayHa ToOIl10) pizko 3pocTae. Ille oAHH MapKep XpPOMOCOMHOI ITIATOAOTII —
BiZICYyTHICThP HOCOBOI KIiCTKH B IepumioMy TpuMecTpi. OCHOBHa 3azmada ApPyroro
ckpuHiHrosoro Y3l (16-21 THK) - BHABA€HHS BaJ PO3BHTKY IIAOAY H O3HaK
YCKAQAHEHOTO Iepedbiry BariTHocTi, MapKepiB XpOMOCOMHHX XBOpPOO (Ha HIbBOMY
erami ix yxe 6iapm 20). IIpu Tperhromy Y3 (30-34 THIK) OLiIHIOIOTHCHA TEMIIH
pPOCTY mAOAy i HOro IpPOIOPIii, IPOBOAHTHCS OIiIHKAa KIABKOCTi HaBKOAOIAIAHHX
BOJ i CTaHy IIAAIIEHTH.

HauGiApm 4YacTi 03HAKU XPOMOCOMHOT NnaAmMoOno2ii nnooa - PO3IUIHPEHHS
KOMipILIeBOr'O IIPOCTOPY, BIACYTHICTH HOCOBOI KICTKH, Mikpouedaaisa, aHoOMAaAiil
3aAHBO1 YEePEITHOI IMKH, aHOMaAbHi ¢hopMH dYepeIa, IaTOAOTIA OOAHYYS, MIATOAOTIA
IYINIOBHHH, 3aTPHMKa PO3BHTKY IIAOZA, BEHTPHKYAOMEraAisi, rinmepexoreHHHH
KHINEYHHK, aHOMAaAid KHCTEH Ta CTOII, KicTo3Ha rirpoma IIHI, aHOMaABbHAa
KiABKICTh aMHIOTHYHOIL PLAHHH.




Bioximiunuu crxpurinz. I3 camMux paHHix TepMmiHiB BaritHocTti dero-
IIAQIlEHTAapHUNM KOMIIAEKC IIOYHMHAE BUPOOAITH chHelnudidHi [As BaTriTHOCTI
PEYOBUHH, IIO IIOIIAAAal0Th ¥ KPOB MatTepi. Anogpa-gpemonpomein (APII) — OiaoK,
cruerupiuyHuM A naoay. KoHneHtpaiiia APl migABHUIIYETBCS MIIPU BiAKPUTHX
nepeKkrax HepBOBOiI TPYOKH, TepaToMax, oMdasolleA€, TacCTPOINH3UCI, areHesii
HUPOK, OOCTPYKTUBHHUX YpPaxKE€HHSIX CEYOBHUBIAHUX INAGXiB, aTpesii 12- maaoi
KUIIIKY, OlapparMaAbHIA TPHKI TOINO. 3HHUXKYETHCSI BMmicT APII B KpoBiI Ipu
XPOMOCOMHUX abepallisx y mAofia, 0COOAUBO IIpu cuHAapoMmi [layHa. [limBunieHHS
KoHIleHTpallli APII mpu BIACYTHOCTI BPOIXKEHUX Bal PO3BUTKY BKa3y€ HA PU3UK
YCKAQHEHb BATITHOCTI: HEJOHOIIYBAaHHS, 3aTPUMKa POCTy abo 3arubeAb IIAOMIY,
BiAIlIapyBaHHsI MAALIEHTU. XOploHiuHUU 20HadomponiH (XI') — raikompoTeiH, 10
IIPOAYKYEThCA CHUHIUTIOTpodobAaCTOM 1 Iomagae B MAaTEPHUHCHKHM KPOBOTIK
He3abapoM IIiCAd IMIIAQHTAIlli MAOMOBOro 4Hild B CTiHKY MaTkKu. X[ pi3Ko
30iABIITYEThCA TIpU cuHApoMmi JlayHa y 1maoga. OmnTuMasbHUN TEpMiH IAS
O0i0XiMiYHOTO CKpUHIHTY 16-20 THXKIEHb.




InBasinHi MeTOAH MO3BOASIOTH OAEPKYBATH KAITHHH i TKaHHHH
IIAOAY Ta NPOBi3OPHHX OpPraHiB (XopioHa, maaneHTH). 3a0ip maTepiaay
NPOBOAUTHECA TpaHCAOAOMIHAABHO (Yepe3 UYepEBHY CTiHKY) min
KOHTPOAEM YABTPaA3BYKY. IHBa3iHHiI MeToAH NMiApPoO3AiAAIOTE HA:

— OTpPHMAHHA KAITHH, L0 (QOPMYIOTE IAAIEHTY

(repMmiH BariTH. 9-11 THK.);

- OTPHMAaHHS KAITHH IIAALIEHTH (TepMiH BariTHOCTI

14-22 THXHIB); TKaAaHHHH XOpioHa a00 mIAallEeHTH BHKOPHCTOBYIOTH

OAS IIHTOT€HEeTHYHOI MAiarHOCTHKH abo BHaiagTs [dHK #aasa

MOAEKYASIPHO-T€HETHYHOTI'O AOCAIAIKEHHS;

— IIYHKIiA HaBKOAOIIAiZHOro wMmixypa 3 3abopom

HEBEAHKOI KiABKOCTi HaBKOAOIAIAHHX BoA (TepMiH BariTHocTi 15-22

THIKHIB); y PpiAHHI MOKHaA BH3HA4YHTH KiAbKicTh APII, a TakoXK

aAKTHBHICTBH AEeSIKHX dbepmeHTIB; KAITHHH NpHAATHI OAA

IIHTOreHeTHYHOI a6o JHK-AiarHOCTHKH;




— 3abip EKpoBi 3 mnymoBHHH mnaoay (17-26 TuXHIB); KpoB
AOCAIAIKYIOTh 3a [AOIIOMOIOI0 IIHTOT'€HETHYHHX, MOAEKYASIPHO-T€HETHYHHX i
OioxXiMiYHHX MeTOAiB, BHKOPHCTOBYIOTH HAASI MOiarHOCTHKH TI'€MAaTOAOTIYHHX
CIIaAKOBHX XBOPoODO (remoraobinomarii,Koaryaomnarii, TpoMOOLHTOIIEHI]),
imyHozedinuTiB, BHYyTPIilIHEOYyTPOOHHX iH(beERUiH, iMyHOAOriYHOI HECyMiCHOCTI
MaTepi Ta nmaoza, BHYTPillIHBOYTPOOHOL reHOTEpaIii;
(14-16 THX.), (18-22 THIX.) — BHCOKHH PH3HK
HapPOAKEHHSA MAHTHHH 3i CHAZKOBHMH 3aXBOPIOBAaHHAM IIKipH (ixTio3H,
emizepmoaisu), 3 m'ss30BoI0 aucTpodicro [dromeHHa. Marepiaa BHBYAIOTH 3a
JOIIOMOTIOXO IIHTOAOTIYHHX, HIHTOXIMiYHHX, iMyHO(AIOOPECHLEHTHHX METOAIB.
PH3HK yCKAaAHEHb BariTHOCTi (mepepHBaHHSI BariTHocTi abo 3aruGean maoxay)
micAsi xopioHOiomcii i mAalleHTOILIEHTE3a He IIEPEBHINYE NONYASUIHHHH PH3HK
IIepepHBaHHA BariTHOCTi B nmepmomy TpumecTpi — 1%; nmicaa amHioleHTe3y PH3HK
1Ie MEHIuEe, 0AH3BKO0 0,2%; IPH KOPAOIEHTE3L PH3HK YCKAAAHEHD 3pocTae 40 2-3%.




1) Bik BariTHOi mo 18 Ta micaa 35 pokiB (BHCOKHMH PH3HK HAPOAMKEHHS AHUTHHH 3

cuHAp. [layHa;

2) HagBHICTHP B aHAMHE3i B NONEepeAHBOI AHTHHH (AiTeH) XPOMOCOMHHX XBOPOO

a00 MHOXXHHHHX BPOAZKECHHX Bald PO3IBHTKY,

3)
4)
S)

6)

7)
8)

YABTPA3BYKOBi MapKepH XpOMOCOMHHX XBOPOD y maona;
30araHCOBaHA XpPOMOCOMHA IEpeOymOBa B KOro-HeOyanb 3 6aThKiB;
BHCOKHH PH3HK HapOAKEHHSA AHTHHH 3 MOHO2eHHOMN X80poboro 3a pe3yAbTaTaMH
MEAHKO- F'€HETHYHOTrO KOHCYABTYBaHHsI ab0 mpociBalouHX nporpamM, BHSIBA€HHS
2emepo3u20mmHo20 HOCil-cmea, SAKUIO reH 3aXBOPIOBAHHA KapTOBaHHH i MOXKAHBAa
MOAEKYASIPHO-T€HETHYHA AlarHOCTHKA;

YTOYHEHHA MOiarHo3y BpPOAMKEHHX BalA PO3BHTKY (HanmpHraazx, IOAA YTOYHEHHS
AiarHO3y BaAH HEPBOBOI TPYOKH IPOBOAHTHCA AaMHIOIIEHTE3 3 IOAAABIIHM
BH3Ha4YE€HHAM KOHUeHTpauii APIl B aMHIOTHYHIA piauHi);

AiarHocTHKA iH(QEKILil mAoAa, iIMYHOAOTIYHOL HECYMiICHOCTI MaTepi Ta nmaoaa;
3aCTOCYyBaHHfI KiHKOI0O abo 1ii dYoAoBiKOM (apMakKoAOriYHHX IIpemaparis
IHTOCTATHYHOIL Aii a00 ONPOMiHEHHSI OAHOrO 3 MOAPYIIKS HE3aAOBr'O A0 HACTAHHS
BariTHOCTI (MiZABHINEeHHH PH3HK XPOMOCOMHOI IIATOAOr11).




Haibisbllle ITHPOKO iHBa3iHHA IpeHaTaAbHa AiarHOCTHKA
BHKOPHCTOBYETHCSI OASL BHKAIOYEHHSI XPOMOCOMHHX XBOPOO
IIAOLY (kapioTHnyBaHHA KAITHH XOpioHy/nAaneHTH /
aMHioumuTiB abo AiMbouHTIiB NIynNOBHHHOI KpPOBi IIAoza), IO
AO3BOASIE€, IIPAKTHYHO, Yy 98,6% BHnDaakxiB BHSABHTH
XPOMOCOMHI aHOMAaAll B IIAOAYy 1 CKoOperyBaTH IIOAaAbllle
BEAEHHSI BATiTHOCTI.
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