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CnazkoBMMH Ha3WBaIOTh XBOPOOH, NPHUYMHOIO SIKMX € 3MiHA CHaJKOBOTO
Marepiaiy. ['eHeTH4Ha HeCTaOUIbHICTH y BUIIISII TEHHHX, XPOMOCOMHHX
1 TEeHOMHHX MyTalliii BHOCHUTh CYTTE€BHI BKJAJ B €TIOJIOTi0 PO3BUTKY CHa-
nkoBoi marojorii [7, c¢. 4]. Myrtamii € TPUYMHOI MOJCKYISIPHUX
(peninkeToHYDIs, aNbOIHI3M, MYKOBICIIHIO03, TAlaceMis Ta iH.) 1 XPOMOCOMHHUX
(cuagpom /[layna, cunnpom Ilaray, cunnpom lllepemeBckkoro-Teprepa ta
iH.) xBopoO [2, c. 173].

MyTaniiiHuii mporuec B €BOJIIOLIHHO-TEHETUYHOMY ACTICKTi MPOSBIISIETHCS
y BHUIJISII TEHETUYHOTO MOJTIMOP()i3My JIIOAWHH, SIKUH € OCHOBOIO PO3BHTKY
JMOAWHU AK OiomoriuHoro Bumy. Takok egeKToM MyTaliiifHOro TATrapa
MIOMYJIALIT € JIETANBHICTh, $IKa TPOSBISIETHCS 3arvOEIUTI0 TaMeT, 3WIOoT,
eMOpIOHiB, MJIOAIB, JiTEH 1 JOPOCITHX.

HacnmigkamMu MyTamiifHoro mporecy B MEIUYHOMY acCIeKTi € ColliabHa
Jie3aJanTanis XBOpHX, IMiBHUIIEHA MoTpeda B MEAWYHIN JONOMO31, 3HIKEHHS
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TPUBAJIOCTI KHUTTS. 3POCTaHHS YacTKW CIaJKOBOI MaToiorii B MOyl
JIFOIVHY Ma€ He JINIIE MEIMYHI i IICHXOJIOTIYHI HACHIIKH, a i coIliaibHi. ToMy
mpodilaKTHKa TEHETHIHNX XBOPOO 3aliMae JiTbHE MICIIE B AISUTBHOCTI JIiKaps
i cucTeMi OXOPOHH 37I0POB Sl 3aTaJIoM.

JocmimkeHHs, mpoBeleHi B Pi3HMX KpaiHaX, CBiAYaTh MpPO BiAMIHHOCTI
TIOIIMPEHOCTI TEBHUX CHAIKOBHX XBOPOO, II0 MOXKHA IOSCHHUTH Pi3HAM
TEHEeTHYHUM TSTapeM IOIYJIAMiN, TeHETHIHO-IeMOTpaiTHIME TIpoIiecaMi, a
TaKoXX pI3HUM CTYIIEHEM pPO3BUTKY JMiarHOCTHYHUX 1 MNPODIIAKTHIHUX
3axofiB. AJle B CTPYKTYpI 3arajbHOi 3aXBOPIOBAHOCTI HACEJIEHHS CIIaJKOBa
naToJjoris Moxe csratu 3-7 % [1, ¢. 220].

Po3pizusitorh Kinbka BuAiB mnpodinaktuku. IlepBuHHa mpodinakTHKa
HaIpaBJieHa Ha MONEPEKEHHs 3a4aTTs XBOPOi AUTHUHHM 1 nepeadavae riany-
BaHHS [ITOHAPOKEHHS 1 IOKPAIIEHHS CEepelOBUINA ICHYBaHHS JIFOJIUHHU.
[epepuBaHHS BariTHOCTI, SK CIIOCIO TMOMEpPEKEHHS HAPODKEHHS XBOPOI
JMTHHH, 3aCTOCOBYETHCS IPH BHCOKi HIMOBIPHOCTI 3aXBOPIOBAaHHS y IUIOZA
a00 TIpH IpeHATaIBHO IarHOCTOBAHIH MATOJIOTI], 1 BITHOCUTHCS 10 BTOPHHHOI
npodinaktuku. TpetnHHA podinakTHKa mependadae MOMEPEHKEHHS POSBY
CHagKOBOI MATOJNOTil WIIAXOM KOPEKIii XBOpPOOW 1 JOCSTHEHHS HOPMO-
KomitoBaHHs. ToOTO MpodiNakTHKa CIagKOBUX XBOpOO BiIOYBa€eThCS B KibKa
eTariB 1 POBOJMTHCS Ha PiBHI MOMYJISAILIIi.

3anexHO BiX CTajil OHTOreHe3y JIIOAWHM HpodilakTUKa Moxe OyTh
MPEKOHLIENIIIHOI, SIKa HANpaBlieHa Ha 3HW)KEHHS PU3MKY 3a4arTs XBOPOI
JMTHHH 1 Ta€ MOKJIMBICTH OaThKaM Ha OCHOBI OTprMaHo1 iH(opMaliii CBiIOMO
NpUiiMaTé  pillleHHs] TpO AiTOHapoJpKeHHs. [IpeHaTanbHa mpodijgakTHKa
nepenbavae BiOip BariTHUX 3 PH3UKOM HapOKEHHS XBOPOI JUTHHU 3 METOIO
YTOYHEHHS JiarHo3y Yy IUIOAA, PAaHHBOTO II0YaTKy HpeHaTaIbHOro abo
HEOHATAILHOTO JIIKYBaHHS, a00 TepepuBaHHS BariTHOcTi [3, c. 721]. Heo-
HaTajlbHAa NPOQITaKTHKa Ma€ 3a METy BHSBICHHS XBOPUX Cepell HOBO-
HapO/UKEHHUX [UI1 TOTO, IMOO0 YNM paHile modyatd IikyBaHHS [4, c. 7].
HeonatansHa cMepTHICTH HOBOHAPODKEHNX TIEPIIOTO POKY JKUTTA B YKpaiHi
y 2,5-3 pa3u Buimii, HiX y KpaiHax €Bponu. OqHUM i3 eEeKTUBHUX METO/IB
3HIKEHHSI PaHHBOI JUTSAY0I CMEPTHOCTI € BIPOBADKEHHS MacOBOTO CKpH-
HIHI'Y HOBOHApOJDKEHMX JUISl BUSBJICHHS CIaJKOBHX XBOpoO. HeoHaTanbHHi
CKPHHIHT TIOJATae y 3acTOCyBaHHI OlOXIMIYHMX METOMIB 1 BU3HAYEHHS Y
010JIOTIYHUX PiIMHAX MEBHUX PEYOBUH, KOHIIEHTpamis SKUX Oyae CBITIUTH
PO TIEBHE 3aXBOPIOBaHHA. B YkpaiHi MpOBOANTHCS MacOBHIA CKPHHIHT HOBO-
Hapo/DKEHUX JUISl TaKMX XBOPOO: (peHiIKeTOHypii, BPOJLKEHOTO TiNOTHPEO3y,
aJIPEHOTEHITAIFHOTO CHHIIPOMY Ta MYKOBicIa03Y [6, ¢. 5].

[IpenatansHa JiarHOCTHKA € YAaCTWHOIO MEAMKO-TEHETHYHOTO KOHCYJIb-
TyBaHHS 1 MOHITOPHHIY 32 CTaHOM IUIOAA i Ma€ Ha METi BHUSBJIEHHS I'PYNH
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PHM3UKY cepell BariTHUX 3 MOXJIMBOIO TaTOJIOTIEIO0 IUIOJA, a TaKOX J03BOJISIE
TOYHO BCTAHOBUTHU INIPEHATANBHUI [iarHO3 3 MOAANBIINM BHOOPOM TAKTHKH
BEZICHHS BariTHOCTI i MOJIOTiB, MOYKJIMBUAM TIPH3HAYEHHIM MIPEHATAIEHOTO 200
HEOHATaJIFHOTO JIikyBaHHS. [IpeHaranpHa MiarHOCTHKA BKIIOYAa€ HEiHBAa3WBHI
Ta iHBa3WBHI Meronmu. /[0 HEiHBa3WBHMX METOMIB BITHOCHUTHCS CKPHHIHTOBE
YIIBTPa3BYKOBE JIOCTIDKEHHS, SIKe TPOBOJSATH BCiM BariTHEM. JlaHe mocimi-
JUKCHHS JI03BOJISIE BHSBUTH TEBHI MOPQOIOTIUHI BIAXWICHHS y PO3BUTKY
wioaa (MOpPYIIEHHS HEPBOBOI CHCTEMH, BPOJUKEHI BaJH PO3BUTKY OpraHiB i
CHCTEM, XPOMOCOMHI aHOMaTiT).

Jlo HeiHBa3WBHMX METOMIB IIPEHATAJbHOI JIarHOCTHKH BIIHOCHTBCS
010XIMIYHMH CKPHMHIHI' BariTHHUX, SIKHH TaKoX INPOBOJSTH BCIM BariTHUM.
Bin 0a3yeTbcsi Ha BH3HAYEHHI B KPOBI JKIHKM PIBHS NEBHUX O010XiMIUHHX
MapkepiB: a-¢eronpoTeiny, [B-4acCTMHOK XOpPiIOHIYHOTO TOHAJOTPOIIiHA,
BUTPHOTO €CTpIONy 1 acomiifioBaHOTO 3 BariTHICTIO MpoTeiny A. [iarHoc-
TUYHA LIHHICTH 010XIMIYHOTO CKpHHIHTY CTaHOBUTH 75-80 % 1 BUSBISIE
BariTHUX 3 BHCOKHM PH3MKOM HapOKEHHS AWTHHU 3 XPOMOCOMHOIO aHO-
Mali€eo abo MOPYIICHHSIM PO3BUTKY HEpBOBOI TpyOkH [8, c. 55]. IIpenarain-
bHUI OiOXIMIYHUI CKPUHIHT J03BOJISIE€ BH3HAYUTH, YH BiTHOCHTHCS BariTHa
J0 TPYNH PHU3UKY INOJO HAPOPKEHHS aHEYIUIOIAHOTO IUIOJA, a TaKOX
OOTrpyHTYBaTH MOJANBII 1HBa3MBHI BTPYYaHHS JJIs TOYHOI JiarHOCTHKU.
[lepeBaramMn HEiHBa3WBHOTO CKPHHIHTY € BiJICYTHICTh TPaBMYBAaHHS TKaHHH
Marepi i miona i, BiMOBIZHO, 3HIKEHHS! PU3UKY BUHHKHEHHS YCKJIaJHEHb
BiJ 1HBa3MBHUX METOIB. AJjle HENOJIKAMU € HAsABHICTb IICEBIOHETaTHUB-
HUX pe3yabTaTiB (12-23 %) abo mnceBmomozutuBHuX (1,9-5,0 %). Tomy
0iOXiMiYHHI CKPUHIHT TIOBHHEH JOTOBHIOBATUCS IHIIUMH METOJAMH:
Bm3HaueHHs1 mo3akiiTuHHOI JIHK mioma abo amamiz JIHK, Bumydenoi i3
3aCTOCYBaHHSIM iHBa3MBHHX METOIUK [9, c. 48].

BioxiMiuHHI CKPHHIHT MPOBOANUTHCA Yy MEPIIOMY i APYrOMy TPHUMECTpax
BariTHOCTI. CKPUHIHT MEpIIOr0 TPUMECTPY PO3IUISE MAli€HTOK HA TPYIH
HHU3BKOTO, CEpPEeHBOTO 1 BHCOKOTO PH3MKYy. [pyna HH3BKOTO PH3HKY HE
MUIrae  MOAAJIBIIOMY TECTyBaHHIO. ['pymi BHCOKOTO pH3HMKY BiJgpasy
MIPOTIOHYIOTh MOJANBINI JIarHOCTHYHI YTOYHIOWYI mpouexypu. [pymi
CepeJHLOTO PH3HKY MPOBOMSATH MOBTOPHUN CKPHHIHT B JIPYrOMY TPUMECTI.
Jlo OCHOBHMX YOTHPHOX OI1OXIMIYHMX MapKepiB JOJA€TbCA Ie IISATHA —
rinepriikoi3oBaHuii XopioHIYHHUN ToHaH0TpOoiH [10].

Jxepenom mozaxmitnaHOT JIHK 1ut0/12 € anmonTOTHYHI KIIITHHY TUTAIIEHTH,
sIKI IPOHUKAIOTH Y KpoBOTIK Marepi. [linuinenns piBusa nozakiituaHOl JJTHK
IUIOJIA JIO3BOJISIE JIIarHOCTYBAaTH XPOMOCOMHI aHOMaJii, TeHHI XBOPOOH, NesKi
naToJorii BariTHOCTI (MMUMOBUIBHI BUKH/IHI, T€CTO3H, NEpPEAYacHi MOJIOTH), a
TaKoXX TOPYIIEHHS MeTaboJIYHOro craTycy y Iuiofa. AJjle HeiHBa3MBHE
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TECTYBaHHS € HENPSAMHM METOJOM 1 MOTpeOye BUKOPHCTAHHS IHBa3UBHUX
METOiB, O SIKUX BiIHOCATH aMHIOIEHTE3, KOPIOILEHTE3, XOpioHOioICis,
IUTAllEHTOLIeHTe3. Bka3zaHi MeTOaW 1HBA3WMBHOI 1 HEIHBA3WBHOI MIarHOCTHUKH
JIO3BOJISIIOTh BUAUIMTH HYKIETHOBI KHCIIOTH IUIOAA, IO Ja€ MOKJIHUBICTD
BU3HAYUTH OATHKIBCTBO HA PaHHIX CTaisX BATiTHOCTI, CTaTh JUTHHH, Pe3ycC-
(axTOp, XpOMOCOMHI abeparii i TeHOMHI MyTaIlii, aHOMaJIii pO3BUTKY OpraHiB
IUI0/1a, MIKPOIMTOTCHETHYHI CHHAPOMH, CXWJIBHICTH IO OHKOJIOTIUHHX,
MyNIbTH(AKTOPiaIbHUX 3aXBOPIOBaHb, MITOXOHpiaibHI XBopooHu [5, c. 55].

OTxe, mpeHaTajdbHA JIarHOCTHKA — CICIHialbHA Taly3b MCAWIMHH, IO
IIBUJKO PO3BHUBAETHCS 1 BKIOYaE€ B ceOc KOMIUICKC IHCTPYMEHTAJIBHUX
nocnimkens (Y3]1), onepaTHBHUX TEXHIK (aMHIOIICHTE3, KOPAOLIEHTE3, Oiomcis
XOpioHy a00 TKaHMH IUIOJA) 1 JabOpaTOPHUX METOAIB (IIMTOTEHETHYHI,
010XIMI4HI, MOJICKYJISIPHO-T€HETHYHI ).
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