OCHOBH MEOHWUYHOI TEHETHKH
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IuBa3zitiHi MeTOooH MiarHOCTUKHU

NOo kW&

OcraHHIMH pPOKaMM y 3B’S3Ky 3 pPO3IIUQPPOBKOIO TI'€HOMY
ATOJUHU, BUBYEHHSM IaTOIM€HE3Y CIIaJKOBUX 3aXBOPIOBAHbB 3 SIBUAACS
MOIKAUBICTH iX AiKyBaHHs . [IpoTe BiABIITICTh CIIaJKOBUX 3aXBOPIOBaHb
3aAHUIIAI0THCS PaTaAbHUMHU, CIIPUYNHIOIOYUY TIXKKY iIHBaAiIU3alTiio Ta
PaHHIO CMEPTh XBOpUX. Tomy mpodisakKTHUIIl CITaIKOBOI IIaTOAOTI
BiIa€THCI CbOIOAHI IIepeBara sik 3a IIIUPOTOI0 MOKAUBOCTEN, TaK 1 3
€KOHOMIYHUX MipKyBaHb. [IpodirakTHyHI 3ax0au BUABASIOTHCI
3HA4YHO [CLIEBIINUMHU 3a AIKyBaAbHI.

KoxkHa AOMMHAa € HOCIEM PELECUBHUX IIaTOAOTIYHUX TE€HIB.
Jkio BpaxyBaTH, II0 3araAbHa KiABKICTh PI3HHUX MOHOTEHHHX
3aXBOPIOBaHb CTAHOBUTHL 0AU3BKO 4000 HO30AOTIYHUX OAHHHUIIb,
BUSIBASIETHCH, 1110 B CEPEAHBOMY KOXKHAa AIOINHA € HOCIEM MyTaHTHUX
aneaiB mpubAM3HO mecdaTH reHiB. Habip 1ux reHiB pisHU#M y Pi3HUX
ArOZIEH, KpiM poaudiB. BpaxoByiodi 1110 y AIOAMHU 4aCTO BUHUKAIOTH
HOBi MyTallil Ta IIPHUYUHOIO BPOIXKEHOI ITaTOAOTIl MOXKYThH OyTH
TepaToreHHi akTopH, B IIIAOMY 3araabHOTIOIYASIITIHH YN M'eH e TUIHWH
PU3UK [OAS 3I0POBUX OaTbhKiB- HEPOAUUYIB Y  OITHUMAaALHOMY
OITOPOAHOMY BIIll OIIIHIOETBCI B 5,5 %; ILled PH3UK ICTOTHO
MiIBUIIYETHCS 3 BIKOM 0aTBhKiB, ITPU OAN3BKOCIIOPiAHEHUX II1AIODAX, Y
ciMi, dKa B¥XKe Ma€ XBOPY AUTHHY TOIIIQ.

INIepeunna npoginaxkmurxa - 3axXoou, CIOPAMOBaHI Ha
3arobiraHHs 3auammrio XBOPOi AUTUHH; 6MOPUHHA Npoginarkmurxa
— 3axX0aH, CIIPsIMOBAaHI Ha 3arobiraHHa HapoOXKeHH XBOPOi JUTUHHU
abo bopMyBaHHIO ITATOAOTIYHOTO (PEHOTHUITY.

1. IlepBuHHA nTpodisakKTUKA
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OCHOBHIi HaIpAMH NEPBHHHOIL NPOodiAaKTHKH:

1. OxopoHa HaBKOAWIIHBOIO CEPENOBHINA  (KOPCTKUHU
KOHTPOAb MyTareHiB i TepaTOreHiB).

2. BhopoBamXkeHHd IporpaMHd T€HETHYHOIO MOHITOPHHIY
IIOTTYASITI].

3. IIrnaHyBaHHSA AITOHAPOAKEHHS !

» BHUOIp onrTEMaAbHOTO BiKY (21-35 poKiB 1as xKiHOK i 2 1-40 pokiB

JASI YOAOBIKIB);

» BigMoOBa BiO [OITOHAPOMKEHHA Y pPa3i BUHCOKOIO PHU3UKY

CIIaAKOBOI IIaTOAOTIi;

» BimMoOBa Bim OAM3BKOCITOPITHEHUX IAIO0IB.
4.  MenuKo-reHETU4YHE KOHCYABTYBaHHA CiMeM, $Ki MaroThb
XBOPY [OUTHHY (PEeTPOCIIEKTHUBHE) abo [0 OiTOHApPOIZKEHHH
(mpocrieKTUBHE).
5. [TpexkoHnemnititina rmpodgisakTUKa CIIAIKOBUX XBOPOO:
> CTBOPEHHS OIITHMAABHUX YMOB JIASI TaMeTOoTeHe3y (3L0POBUH CIIOCIO
KUTTH);

> BXKUBaHHS IIOAIBITaMiHIB 3 MIKPOEAEMEHTaMU (Mo4, MapraHellp,
OUHK Ta iH.);

> BxXKUBaHHS (poaieBoi K-TH 10 400 MKT II0AHSA (3HUXKYETHCS YacToTa
BaJ HEPBOBOIiTPYyOKH);

> B €EHAEMIYHUX palioHaxX HaCU4YE€HHS NIPOAYKTIB Xap4uyyBaHHS H010M;

> Ha TEpUTOopiax, 3abpyaH. pamioHyKAimaMu, 3aCTOCOBYETHCS
CIielliaAbHa paaio3axyCcHaIieTa.

6. BipoBam»keHHsI METOIB AiarHOCTUKU CIIaKOBOI I1aTOAOTIi B
CHUCTEMY Cy4YaCHUX PENPOAYKTUBHUX TEXHOAOTIMH.

2. BropunHa npodirakTHuKa

OCHOBHi HaIIpsAMH BTOPHHHOI NpodisakKTHKH:

1. [IpeHaTanbHa AlarHOCTUKA.

2. IlepepuBaHHA BAariTHOCTI y BHUIAAKY, KOAHU Y IIAOJA
J1arHOCTOBAHO CIIaJAKOBY IIAQTOAOTIIO, IO HPU3BOAUTH OO0 TIIKKOL
iHBaaimu3allii, paHHbOI CMEPTi 1 He iICHye€ e(EKTUBHUX METOMIB
AIKyBaHHSI.

3.  AikyBaHHS [OedKUX CIIQAKOBUX 3aXBOPIOBaHb 1 Bal
PO3BUTKY y I1AOZIA B II€Pio BATITHOCTI.

4. MacoBUM CKPUHIHT HOBOHAPOAKEHUX 3 METOIO A1aTHOCTHUKU B
JOKAIHIYHIN cTamii clmtafiKoBUX 3aXBOPIOBAHbB, MIAS SIKUX PO3POOAEHO
MEeTOoaU IMTPOodPiAaKTHUYHOIO AIKyBaHHS (PEHIAKETOHYpis, TIIIOTUPEO3 Ta
in.). [IpodinakTyHEe AIKyBaHHA XBOPUX.

S. BuaBaeHH4 FeTEPO3UTOTHUX HOCIIiB PELIECUBHUX
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MyTaHTHUX I€HIB.

6. BusHadeHHd T'€HIB CIIaAKOBUX 3aXBOPIOBaHb, 110 II13HO
BUSIBASIIOTBCSI, T€HIB CXHUABHOCTI OO0 MYABTH(AKTOPiaAbHHX
3axBOPIOBaHb 1 mpodiraKTHKA IIi€] TaTOAOrIi ¥ HOCIiB I'eHiB.

7. Y HOEepCHneKTHBLI — CTBOPEHHS TE€HETHYHOIO IIacropra
HOBOHAPOIKEHUX.

3. 'eHeTHYHUN MOHITOPUHT IIOIIYASIIIHN

IF'eHeTHYHHH MOHITOPHHT IIONMYASIILil BKAIOUAE aHAAI3 piBHS
3a0pyTHEHOCTI HAaBKOAHUIITHBOI'O CEPENOBUIIIA MyTareHaMH, a TaKOoXK
CUCTEMaTU4YHE CTEXKEHHS 3a [AWHaMIKOI0 dYaCTOTH 1 CHIeKTpa
CIIaIKOBOI I1aTOAOTil; MO3Ke 3aiiCHIOBaTHCS KiAbKOMa CIIOCO0aMU.

1. AHaai3 4YacCTOTH TakK 3BaHUX «CTOPOXKOBHUX (PEHOTHUIIIB» Y
HOBOHAPOMKEHUX (Ta U Yy MEPTBOHAPOMIXKEHUX). K CTOPOKOBI
PEHOTUIIN MOXKYTh BUKOPUCTOBYBATUCS:

v/ aBTOCOMHO-ZIOMIiHaHTHI ab0o X-34elAeHi 3aXBOPIOBAHHS, SKi
JI1arHOCTYIOThCS 3 MIHIMaAbHH-MHU IIOMHUAKaMHu, maroThk 100 %
IEHETPAHTHICTh Ta OAHOPIAHY €KCIIPECUBHICTE (AXOHAPOIIAA3IS,
CUHIAPOM Ariepa, EKTPOAAKTHAIA, He(ppobaacToMma,
peruHobaacToMa Ta iH.) HapomKeHHsS XBOpPoi MUTHUHU ¥
310POBUX O0ATHKIB CBIIYUTH ITPO MyTallito de novo;

v i30AbOBaHi MYABTU(PAKTOPiaAbHI BPOMXKEHI BagU PO3BUTKY
(aHeHIedaniss, CIMHHOMO3KOBa TpH¥Ka, IMAMHA Tryom i/abo
igHeOIHHS, PeAyKIiHiHI Baau KiHIIIBOK, aTpe3isd CTPaBOXOAy ¢
aHyca), PO3BUTOK SKUX 3YMOBAE€HHM N'eHETUYHUM U (paKTOPaMU i
[i€r0 PaKTOPiB CEPEIOBUIIIA;

MHOXKHWHHI BPOI2K€H1 BaAH PO3BUTKY;

cunapom [layHa Giabite Hi3K y 90 % BUIAAKIB € PE3yAbTaTOM
HOBOi MyTallii, ToMy BiH MOXKe OyTH iHAUKATOPOM MYTareHHOIO
BIIAUBY HaBKOAHUIIIHBOIO cepenoBUilia. [IpoBomuTbca aHaai3
4aCTOTH ¥ IHIIINX XPOMOCOMHUX CUHAPOMIB — [latay, EnBapmca,
«KOTSITYOTO KPUKY».

2. 3aiticHeHHS MacoOBOTO CKPUHIHTY CIIaKOBUX XBOPOO —
doeHIAKETOHYPii, TIHOTUPEO3y Ta

iH.

3. LHuToreHETUYHUY CKPUHIHI HOBOHAPOMIXKEHHUX B
€KOAOTIYHO HECIIPUATAWBUX parioHax —

OIIIHIOETHCHA YacToTa XPOMOCOMHOI abeparlii B Aimdoriurax
rnepuepUIHOi KPOBI.

4. AHaniz kKapt peecrpamii = 6e3mAifHUX  IIIAIOOIB,

AN
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CIIOHTAaHHHUX abopTiB, aHaailzy QeHOTUIy IAoda 3a [JaHUMHU
YABTPA3BYKOBOI'O JOCAIIZKEHHS Ta IHIII JOKYMEHTH.

4. MeguKo-reHETHUYHE KOHCYABTYBaHHHA

IlokazaHHA OO MEAHKO-T€HETHYHOrO0 KOHCYABTYBaHHA
(3rimHo 3 Hakazom MO3 Ykpainu Ne 641 /84):

1. Bik BariTHOi 10 18 poOKiB, a TakKox 35 POKiB i OiAbIIIe.
Bik gyoaoBika 40 pokKiB i OiablIire.

2. HagBHICTP y OZHOTO 3 MOAPYXKKA XPOMOCOMHOL
repebymoBu abo Baall PO3BUTKY.

3. HagBHicTh B aHaMHe3i AiTeH 31 ClIaIKOBUMH XBOPoOaMHU
oOMiHYy; TOB’d3aHUMM 3i CTaTTIO; BPOMAKEHOIO TillOMAa3i€l0 KOpUu
HaIHUPKOBUX, BPOIKEHUMH i30AbOBAaHUMU ab0 MHOXKUHHUMU
BagaMU PO3BUTKY, XPOMOCOMHHMHU XBOpPOOaMH, PO3yMOBOIO
BiZICTaAICTIO, MEPTBOHAPOIXKEHHSIM.

4, HasaBHICTP BHIIIe3a3HA4YEHOI IIaTOAOTII ceped pOaANYiB.

5. KpoBHoOCIIOpimHEeHUH 111A100.

6. 3BHUYHE HEBUHOIIYBAaHHSA BaTriTHOCT1I HEBCTAHOBAEHOIO
IE€HE3Y.

1. HecnipusaTauBi BOAMBU y pPaHHI TEPMIHM BariTHOCTI

(3axBOprOBaHHS, AiaTHOCTHUYHI ab0 AiKyBaAbHi IIpolleaypH, IpuiioMm
MEIUKAMEHTIB).

8. YcraamHeHU M rnepeodir BariTHOCTI (3arpo3a
IIepepuBaHHs 3 PaHHBOIO TEPMiHY, dKa He IIiAJa€ThCs Teparii,
OaraToBOIAs 1 MAAOBOIISA).

9. [IaTonoria 1TIAOmA, BHUSBA€HA IIPU YABTPA3BYKOBOMY
JOCAII2KEHHI.

10. 3MiHa MOKa3HUKIB CKPUHIHTOBUX (pakTopiB: PAPP-A,
aanb(a-peTonpoTeiny, XOPIOHIYHOIO TOHAAOTPOIIIHY, ECTPIOAY.

11. HagBHiCTP y TNOAPYKKA MIKIAAUBUX (PaKTOPIB,
TI0B’sI3aHUX 13 IIPOECIETO.

12. IlepBuHHa aMeHOpesl, MOPYIIEHHd MEHCTPYaAbHOIO

IIUKAY HEBCTAQHOBAEHOI'O I'€HE3Y.
13. CiM’a 3 HEIIAITHICTIO.
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OcHoBHIi 3aBAaHHAd I'€EHETHUYIHOI'O KOHCYABTYBaHHMA!

> BCTAQHOBAEHHSI TOYHOIO  [iarHO3y  CIIaJAKOBOL
XBOpPOOU;
> BU3HAUYEHHS TUILy YCIIaAKyBaHHS 3aXBOPIOBAHHS B
i POOUHI;
> OLlIHKA PH3UKY PELUAUBY 3aXBOPIOBaAHHS y IIiH
POANHI;
> BU3Ha4YeHHd HatiepeKTUBHINIOr0 MPodpiAaKTHUYHOIO
crioco0y;
> IIOSICHEHHS THM, XTO 3BEPHYBCH,
BasKAUBICTE 3i6panHoi Ta
IIPOaHaAI30BaHOi1 iH(popMariii, FeHETUYHOIO

IIPOTHO3Yy Ta METOAIB NPOodirAaKTHUKH.

ITepwiuit eman TEHETUYHOTO KOHCYABLTYBAHHS IIOASITAE ¥
3’sICyBaHHI [iarHO3y CHaAKOBOIO 3aXBOPIOBAHHS 34 OIIOMOIOIO
FeHETUYHUX METOAIB Ta BHU3HAYEHHI THIY YCHaAKyBaHHSI
3axXBOPIOBAHHY y Wi poauHi. [Ad yTOYHEHHS MOiarHO3y MOXKHa
BUKOPHUCTOBYBAaTH  CHHAPOMHY  [OJIarHOCTHUKY, FeHEaAOTIYHY,
IIUTOTeHETHYHy, CHelliaabHy Oioximiuny Ta Meromu JIHK-
JIarTHOCTUKU. [leTaAbHUN pPOAOBIA MO3BOASIE 3HAWUTU T€HOTUIIHU
POAUYIB.

Zpyzuii eman— po3paxyHoK 2eHemuuHoz0 pusurky. BinmpasHoro
TOYKOIO € PoAoBizm ponuHu. ([asg GaraTodakTOpHUX 3aXBOPIOBAHb
FreHEeTUYHUN PU3UK PO3PaxXOBYETHCS 3a CIHEILiaAbHUMU TabAUIIMU
€MIIIPUYHOI0 TEHETUYHOTO PU3HUKY. [IAd pOAUYIB MEPLIOTO CTYIIEHS
(cubcu i miTH) Boro MozKHa OOYHCAUTH 9K KBaApaTHUH KOPiHb
YaCTOTH IIOMYALIlii, JAS POANYIB APYTOro CTYIIEHS PU3UK OOPIBHIOE
q3/4, Ae q — 3axXBOPIOBAHICTB y mnonyadirii. OgHakK Ii po3paxyHKH
JOCUTBH I'pyOi.)

Tpemiii eman — OYIHKA 2eHEMUUHO20 PU3UKY. JKIIO PU3UK
HapPOIKEHHHA XBOPOTO CTaHOBUTH A0 5%, BIH HU3BKHN, 1
BUHOIIIyBaHHS AUTHHU B I[ill pOAUHI HE Ma€ NPOTUIIOKA3aHb. PU3uK
Bizm 6 10 20% BBaxKa€eThCS CEPeAHIM. Y IIbOMY BUIIAAKy PEKOM EHOALTI
IIOZI0 BUHOIIIyBaHHA AUTHUHU 3aA€kaTh HE TIABKU Bifl CTyleHd
PU3HUKY, aA€ TaKOXK Bi TAXKKOCTI Ta COLIIaABHHUX HACAIAKIB IIHOIO
3axXBOPIOBAHHY Ta Bi/l MOXKAUBOCT1 IIpeHaTaAbHOI JIarHOCTUKHU. JKITIO
reHeTUYHUMN pusuk nepeBuillye 20%, BiH — BHCOKHH; TOMY, AKIIO
METOAU IIpEHaTaAbHOI MIarHOCTHUKHM TaKOi IIaTOAOTii BiICyTHI,
IIOOAABIIIL ITOAOTH B IIiHi POAMHI HE PEKOMEHAYIOTHCS.

Jemeepmuil 3aKAIOYHUM eman — BHUCHOBOK MPO T'€eHETHYHE
KOHCYABTYBaHHS Ta Mopaau O0aTbKaM. BoHU CTOCYIOTBCH ITPOTHO3Y
300POBOr0 OTOMCTBA 1 MOXKAUBOCT1 OITOHAPOMAXKEHHSI. BHCHOBKHU
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reHEeTUKa MaloTh pPeKOMeHOAlliiHuil xapakTep. PimmeHHa 1po
HaPOIKEHHA AUTHUHU 3aAHUIIAETHCS 3a MOAPYKXKAM. [[eHeTUK Mae
CIIpaBy HE AHIIE 3 MEOAUYHUMH IpobaeMaMu, a ¥ 3 MOpasbHO-
eTUYHUMH ITpodaeMamMu. Y Oy Ab-9Kill POAUHI HAPOAKEHHS AUTUHHU 3i
CIIaJIKOBUM 3aXBOPIOBaHHSIM 200 BPOIKEHUMM BaJJaMU PO3BUTKY €
IICUXOAOTIYHOIO TpaBMoIo. [lapa BimuyBa€e MpoBUHY 34 T€, 1110 CTAAOCS;
KOMIIAEKC HEIIOBHOIIIHHOCTI. ¥ OedKHNX BUIIQAKAaX IIOCTAE IUTAHHS
npo 30epexkeHHd ciM'i. BBaxkaroTh, II0 Ha MEOUKO-TEHETHYIHY
KOHCYABTAIII0 [JOILIIABHO HAaIIPaBAATHU HOAPYZKIKSA HE paHillle HDK
yepe3d 3—6 Mic HicAS BCTAHOBAEHHS [iarHO3y CIaIKOBOI XBOPOOH,
OCKIABKH B IIe¥l Ilepiof BimOyBaeThCd amarTallis A0 CUTYyAallil, II0
ckaanacs. PoaMoBa MixK T'€eHETHKOM 1 ITapol0 MOXKE JOIIOMOITH iM
aJanTyBaTHUCH [0 CUTyallil, 3HATHU [IOYYTTSI IPOBUHH 1, TAKUM YU HOM,
HiATOTYBaTHUCH A0 MOMAABIINX IiH.

5. IlpexkoHuemnititina rmpodgisakTUKa

IIpexoHuemniiiina npodisakTHKA  CIaAKOBHUX  XBOPOD
CKAQIa€eThcd 3 4 eraris:

1. Menuko-reHeTUYHe KOHCYABTYBaHHSI, 0OCTeXKeHHS CiM 1.

2. IIpeBeHTHBHa caHallld Ta YCYHEHHS IIOTEHIIMHIX
MyTareHiB i TeparoreHiB. [Ipu BHUABAEHHI IAQTOAOTII TPOBOAUTHCH
AIKyBaHHSI XpPOHIYHHUX 3aXBOPIOBaHb y MaMOyTHiX 6aTbKiB. Y pasi
oTpedu IIPOBOAUTHLCA IMyHiZallid OpoTH KpacHyxu. HeobxigHa
CII€lliaAbHAa ITiATOTOBKA [0 BariTHOCTI KIiHOK i3 (PEeHIAKETOHYPIEIO 1
reT€PO3UTOTHUX HOCIIB IIbOTO pellecuBHOro reHa. Ob6om 6GaTbKam
IIPU3HAYAEThCS palliOHAABHE Xap4yyBaHH4.

3. CuHxpoHi3allid pPenpoAyKTHUBHUX IIPOIIECIB (IIAaHyBaTU
3a4aTTd Ha AITHBO-OCIHHIU Iepion).
4, BenenHsa BariTHuUX. [lieTorepariito Ta BiTaMiHOTEpPAaIliro

HeoOXimHO TIIpoAmoBXKyBaTu A0 12 THXK BariTHOCTI (mepiof
opraHoreHe3y i ricroreHe3y). B mepiom BariTHOCTi IIpoBOAATH
IIpeHaTaAbHY AiaTHOCTUKY CIIaAKOBUX 3aXBOPIOBaHb i BPOMIKEHUX
BaJl PO3BUTKY.

BukopucraHHd NOPEKOHUEHIIINHOI HIPO(IAAKTUKHU [JO3BOASIE
IIAIMTH 10 NAQHYBAHHA CiMT1 3 F€HETHYHOI TOYKM 30py. i IIHMPOKe
BITPOBA3KEHHSI CITPUSTUME ITOAIMITIEHHIO 3JOPOB 4 SIK Cy4acHOr0, TaKk
i MalOyTHBOTO IIOKOAIHHS 1 30epeskeHHI0 TeHO(MOHIy HacCeAeHHS
YKpainu.
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6. [IpenaTaspHa OiarHOCTHUKA

Y Ham dYac ICHye peasbHa MOXKAUBICTb IIpPeHaTaABHOL
AiarHOCTHEKH OIiABIIIOCTI MOHOTEHHUX 1 XPOMOCOMHHUX 3aXBOPIOBaHb
Ta BPOMXKEHUX B3  PO3BUTKY. JKIIO BUKOPUCTOBYETHCH
IIpeHaTasbHa MJiaTHOCTUKA, BHPIIIEHHS TIEeHeTUYHUX IIpobaeM
HermoTpibHe. Y mpboMy BHIIQAKY HeE IlependadacThbCsl HAPOIZKEHHS

XBOPOi MUTHUHU, OCKIABKH 3aXBOPIOBAHHS AIaTHOCTYETHCH Y ITAOAA
[IpenaTanbHa giarHocTHKA

VIbTpa3ByKoBi (HEIHBA3HBHI) Biox"miqui, HBA3HBHI.
CeneKTHBH, CK]’%H'OBL . Cxpl[uinroui. C%usm
ITo mipi neodxiguocri. | 9-11 THxkniB. Anbpa-perorlporein (3 16-22 Trikni). XopiouGioncis (9-11 THxkHiB).
16-21 TixKHiB, XopioHI4HHIT TOHAI0TPOITIH, [TnauenroGioncis (14-22 THxkHis)
30-34 TKHs. Ectpion Amuionentes (15-22 THKHIB).

Kopaouente3 (17-26 TrxkHis).

bioncis wkipu (14-16 TrkHiB).
Bioncis M’s3iB (18-22 ThikHs).

®erockomis (18-22 THikHs).

Baj po3sutky mioja. Kapiotunysauus (Xpomocomui abepattii).
Mapkepy XpoMOCOMHOT ATONON I, MoJteky I pHO-TeHeTHYHE J10CTIUKEHHS
(MOHOreHHa NaToIoris).

ObcTexenns HOBOHAPOAKCHHX

CKpHHIHIOBI. CeneKTHBHI.
DeninkeToHypis. MykoBicumn103.
Bpo,vkennit rinotipeos. AJIpeHO-TeHITaIbHUIT CHHAPOM.

S

Ynempaseyrxoee docnioncerHsi. OCHOBHA 3amada IIEPIIOTO
nocaimkeHHd (9-11 THK) — TiATBEPANUTH, 1110 AL XKUBU M, BUMIPHUBIITA
JacToTy cepueburTts; HaibiApllle TOYHO BH3HAYUTH TEPMIH
BaTiTHOCTi, BHUMIPUBIIN KyIOPUKOBO-TIM'SSHHUI PO3Mip IIAOLY;
BU3HAYUTU TOBIIMHY KOMipIIEBOT'O IIPOCTOPY. JKIIO 3HaYE€HHH I[bOI0
rmapaMerpa BHIIlE BHU3HAYEHUX, PHU3HUK XPOMOCOMHUX XBOPOD
(curopomy [ayHa Tomio) pidko 3pocrae. llle omuH Mapkep
XPOMOCOMHOI ITaTOAOTIi — BiZCyTHICTh HOCOBOi KICTKH B IIE€PIIIOMY
TpuMectpi. OCHOBHa 3amada Apyroro ckpuHiHrooro Y3/l (16-21
THUK) — BHUSIBAE€HHY Ba PO3BUTKY IAOAY M O3HAK YCKA3OHEHOIO
r1epeldiry BariTHOCTI, MapKepiB XpOMOCOMHUX XBOPO0O (Ha IIbOMY eTalrli
ix yke 6iabi 20). ITpu Tperromy Y3/1 (30-34 THK) OLIIHIOIOTHCS TEMIIH
POCTy TmAoA4y 1 HMOTO MHPOIIOPIlii, MPOBOAUTHCS OIlIHKA KIABKOCTI
HaBKOAOTIAITHUX BOJ 1 CTaHy IMAAQIIEHTH.

HaiibiabIll 49acTi o03HaKu xpomocomHoi namosoeii nnooa -
PO3IIUPEHHA KOMIpPILIEBOTO IIPOCTOPY, BiACYTHICTH HOCOBOI KICTKH,
Mikporiedaaisa, aHoMaail 3aJHBOI YePETHOI SMKU, aHOMaAbHi (popMu
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yeperia, I1aTOAOTisI 00AWMYYs, IIATOAOTId IIYIIOBUHH, 3aTpPUMKa
PO3BUTKY IIAOZIa, BEHTPUKYAOMETAAIs, TIIEPEXOTEHHUN KUIIEYHUK,
aHoMaald KHCTEeH Ta CTOIl, KICTO3Ha TrirpoMa IIHi, aHOoMaAbHa
KIABKICTH aMHIOTUYHOI PiAWHHU.

Bioximiunuil cxkxpunine. [3 caMux paHHiX TEPMiHIB BariTHOCT
deTo-n1AalleHTapHU M KOMIIAEKC ITOYMHAE BUPOOAITH cieTU(PiuH] 1A
BaTiTHOCTI PEYOBHHU, L0 IIONaAal0Th y KpPOB Matrepi. Anvga-
gemonpomein (APII) - 6iroK, croenudiYHUE OAST  IAOLY.
Konnentpaitis APIl migBUNIyeThCSI NOPH BIOAKPUTUX AedeKTax
HEPBOBOI TPYOKH, TepaToMax, OM(aAOIIEAE, TACTPOIIIU3HUCI, areHe3il
HUPOK, OOCTPYKTHUBHHUX yPaKEHHAX CEYOBHUBITHUX INALXIB, aTpesii
12- mmaaoi KUIIKH, AiapparMasbHiil IpUKi TOIO. 3HUKYETHCA BMICT
APII B KpPOBi ITpU XPOMOCOMHHUX abepalligdx y I1Aoaa, 0COOAUBO ITPU
cusapomi JayHa. IlinBuinienHd koHIleHTpawii APII npu BiacyTHOCTI
BPOIKEHUX BaJ] PO3BUTKY BKa3ye€ Ha PU3UK YCKAQIHEHDb BariTHOCTI:
HEIOHOIIIyBaHHs, 3aTPUMKa pPoOCTy abo  3arubeAb  IIAOLY,
BimlapyBaHHS IIAQLleHTH. XOpiloHUHUllL 2oHadomponiH (XI) -
TAIKOTIPOTEIH, 1110 ITPOAYKYETBCH CHHIIUTIOTpOoobAaCTOM i moragae B
MaTEePUHCHKUY KPOBOTIK He3abapoM ITiCAS iMIAaHTAIlil ITAOOBOIO
AU B CTiHKY MaTKU. X[ pi3Ko 36iAbHIIyeThCs ITpU cuHApoMi [layHa y
nmaoga. OnTUMasbHUHR TepMiH Oad OioxiMigHOTrO CKpUHIHTY 16-20
TUXIEHD.

7. IHBa3iiiHi MeToau MIarHOCTUKHU

InBa3iHHI MeTOAH [O3BOAIIOTH OJEPKYyBATHU KAITHHU i
TKaHWHU ITAOAY Ta IIPOBI30PHUX OPTaHiB (XOpioHa, raarieHTH). 3albip
Marepiasy IpoBOAUTHCS TpaHcabMOMiHAABHO (Uepe3 YepeBHY CTiHKY)
14 KOHTPOAEM YABTPA3BYKY. [HBa3iliHI METOAMN MiAPO3MIAFIOTH HA:

>  xopioHbionciro — OTpPUMAaHHS KAITHH, III0 (POPMYIOTH
IIAALIEHTY (TepMiH BariTH. 9-11 TuXK.);

> niaueHmobionciro - OTPUMAaHHS KAITUH IIAQIIEHTH
(repmin BariTHOCTI 14-22 THUXKHIB); TKAHUHH XOPioHA ab0 MAAIIEHTHU
BUKOPHUCTOBYIOTD JIASI IITUTON€HETHYHOI JiarHOCTUKHN ab0 BUIIASIOTH
JHK nass MOAEKYAIPHO-TEHETUYHOTO JOCAIIXKEHHS;

> amHioueHmes — IIYHKIlid HaBKOAOIAIZHOIO Mixypa 3
3a00pOM HEBEAUKOI KIABKOCTI HaBKOAOIAIIHUX BoOA (TepMiH
BariTHOCTL 15-22 THUKHIB); Yy PiAWHI MOXHa BU3HAYUTH KIABKICTh
ADII, a TaKOK aKTUBHICTB IeIKUX (PEPMEHTIB; KAITUHU ITPUIATHI JIAST
nuToreHern4yHoi abo JJHK-miarHocTUKY;

> Kcopoouermes — 3abip KPOBi 3 IIyIIOBUHHU maomy (17-26
TUXKHIB); KpPOB [OOCAIKYIOTH 3a [JOIOMOTOI0 IIMTOT€HETUYHUX,
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MOAEKYAIPHO-TEHETUYHUX 1 610XiMiYHHUX METOiB, BUKOPUCTOBYIOTH
JAS [1aTHOCTHUKHU reMaTOAOTTYHUX CIIaIKOBUX XBOPOO
(remoraobiHomarii, Koaryaomarii, TpPOMOOIIUTOIIEHIii),
iMmyHOAepIIMTIB, BHYTPIIIHROYTPOOHUX iH(EKIliH, iMyHOAOTIYHOI
HECYMiCHOCTi1 MaTepi Ta HA0Aa, BHYTPIIIHEOYTPOOHOI reHOoTepartii;

> 6ionciro wkipu (14-16 Tux.), 6ionciro m’szie (18-22
THUXK.) — BUCOKHUM PHU3UK HAPOMAXKEHHS AUTUHU 31 CIaAKOBUMH
3aXBOPIOBAHHSAM IIKIPU (IXTIO3U, E€IMiZepMOAI3H), 3 M 'd930BOIO
aucrpodiiero [romieHHa. Marepiaa BHUBYaAIOTh 3a JOIIOMOTOIO
IUTOAOTIYHUX, ITUTOXIMIYHUX, IMYHO(AIOOPECIIEHTHUX METOMIB.

Pusnk yckaaHEeHb BariTHOCTI (IepepuBaHHA BarirHocTi abo
zarubeab TIIAOAY) TIricAsg XOpioHOIoICii i IIAQllEeHTOIIeHTEe3a He
IIEPEBUIIyE MOIYAAIIMHUN pPHU3UK [I€PEPUBAHHYA BariTHOCTI B
epUIOMY TPUMeCTPi — 1%; ITicAd aMHIOLIEHTEe3y PU3HUK IIe MEHIIIE,
6a13bK0 0,2%; IpU KOPAOLEHTE3l PU3UK YCKAQOHEHD 3POCTaE a0 2—
3%.

IToka3aHHSIMH OASI NPOBEAEHHSA iHBa3iHHOI NMpeHaTaABHOL
AiarHOCTHKH €:

1) Bik BaritHOi mo 18 Ta micaga 35 pPOKIB (BHCOKUM PU3HK
HapOI>KE€HHd AUTUHU 3 CUHApP. [layHa;

2) HagBHICTP B aHaMHe3l B IIONEPEAHBOI AUTHUHU (OiTeti)
XPOMOCOMHUX XBOP0oO ab0oMHOXKXHWHHHUX BPOIKEHUX Bal PO3BUTKY;

3) yABTPA3BYKOBIi MapKepH XPOMOCOMHUX XBOPOO y IAOA;

4)  3basaHcoBaHa XpPOMOCOMHa IepedyaoBa B KOro-HEOyab 3
OaTBbKiB,;

5) BUCOKHMH PHU3UK HAPO/KEHHd OUTHUHU 3 MOHO2EHHOH
X80poboro 3a pe3yAbTaTaMu MEIUKO- T€EHETUYHOr0 KOHCYAbBTYBaHHS
abo T1pociBarouuX IIpPOrpaM, BUABAEHHH 2emepo3u20mHo20 HOCUI-
cmea, HKII0 TIeH 3axXxBOPIOBAaHHA KapTOBaHUM 1 MOXKAHWBA
MOAEKYASIPHO-TEHEeTHYHAa AiarHOCTUKA;

6) yTOYHEeHHd MiarHO3y BPOMKEHUX Bal  PO3BUTKY
(HarIpuKAam, [OAS YTOYHEHHSI /iarHO3y Baaud HEPBOBOI TpPyOKu
IPOBOAUTHCA  aMHIOIIEHTe3 3 IOJaAbIIMM  BU3HAYEHHAM
KoHIleHTpalii APIl BaMHIOTUYHIN piAUHI);

7) [iarHOCTHKA iH@EKIIIi TA0La, IMYHOAOTIYHOI HECYyMiCHOCTI
MaTepi Ta MAoaa;

8) 3acTocyBaHHS XKiHKOI0 a00 il 40A0BiKOM papMaKOAOTIUHHX
IIperapaTiB IUTOCTATUYHOI il 200 OITPOMiHEHHSI OTHOTO 3 IIOAPYHIKS
HEe3a10BI0 10 HACTaHHS BariTHOCTI (IIABUILIEHU N PU3UK XPOMOCOMHOI
[1aTOAOTHi).

Haitbinpnie mInpoko iHBagiliHa IIpeHaTasbHa [AiaTHOCTHKA
BUKOPHUCTOBYETHECH OAS BUKAIOUEHHSI XPOMOCOMHHUX XBOPOO ITAOIY



OCHOBH MEIHMYHOI TEHETHKHY <

(KapioTUIIyBaHHS KAITUH XOPiOHY/IAalleHTH,/ aMHIOIUTIB abo
AIMOIIUTIB IIYIIOBUHHOI KPOB1 I1A0/1a), 110 JO3BOALE, TPAKTUYIHO, ¥
98,6% BUNAAKIB BUIBHUTH XPOMOCOMHI aHOMaaii B maomy i
CKOperyBaTH I10JiaAbllle BeAEeHHsI BariTHOCTI.
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