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CITAAKOBI TA BPOAKEHI XBOPOBM:
CYYACHI AKTYAABHI ITMTAHHA
MEAUKO-TEHETMYHOI'O KOHCYABTYBAHHA
TA TIPEHATAABHOI AIATHOCTUK

Bumynieruit mocTitHM#T KOHTAKT 3 HMiABUINEHUMU KOHIIEHTPAIIAMYU IIKiIINBUX (PiSUUYHUX 1 KIIHIUHIX
areHTiB,N10 MAalOTh MyTareHHY i TepaTOreHHY aKTUBHICTh, MPU3BOIATH 0 MOPYIIIeHHA HOPMAJIbHOT0 (hYHKITiO-
HYBaHHA K OPraHidMy B ITiIJIOMY, TaK i OKpeMUX OPTaHiB, TKAHWH, KJIITUH Ta 0 301ILIIIeHHA YaCTOTH BPOIKe-
HUX BaJ PO3BUTKY, CAMOBILIbHUX BUKUIHIB, CIaAKOBUX XBOP006. [IpoBeeHHa TPo(dhiIaK TUUHUX 3aX0/IiB 3a I0-
TIOMOT'0I0 MEIUKO-TeHEeTUIHOI'0 KOHCYJIbTYBAHHSA — IIe €ANHA MOKJINBICTh 3MEHIITUTY MEINYHUHT 1 COIliaIbHUHA
«BaHTaXK» CIAJKOBOI Ta BPOyKeHOI maToJorii. [lyia 3sHuKeHHA pPUSUKY HaPOJKEeHHA XBOPUX JiTel AOIIJIBHO
TPOBOJAUTY IIEPEAKOHIENIINHY ITpodisakTUKy. o TernepilmHboro yacy, iCHyrUnii IPOTOKOJ CKPUHIHTY Ba-
TiTHUX BKJIOUYAE BU3HAUEHHS 0iJTKOBUX MapKepiB MAaTePUHCHKOTO ITOXO/MKEHHI Pa3oM 3 JaHUMHU YJIbTPa3BY-

KOBOTro fmociimxents. OcobimrBe Micile B TpeHATATbHIT JiaTHOCTUIII 3aliMae yIbTPa3sBYKOBE JOCITiIKeHHS.
IcuyroTh Tpu piBHI IpodilaKTUKY CIAAKOBUX XBOPOO: TIePBUHHA, BTOPUHHA TAa TPETUHHA.
Posyminua MOKINBOCTEl B 3aI00iranHi HApOIKeHH JUTUHU 3 BPOAKEHOIO Ta CIIaJKOBOIO IIaTOJIOTIEI0,
HaJIAIITyBaHHA ciM’1 Ha mpodisaKTHYHI 3axoau Oyie CIPUATH 3MEHITTeHHIO HaPOyKeHHI XBOPUX TiTel.
KatouoBsi ciioBa: crragkoBi XBOpoOu, BPOIKeHi XBOpOOM, METUKO-TeHeTUUYHE KOHCYJIbTYBaHHS, TPeHATAIb-

Ha JiarHOCTHKA.

Juaamika 3MiH eKoJ0rii HaNT0l NyIaHEeTU BUKJIU-
Kae o0rpyHTOBaHY TpuBOry. CepemoBuIlle IPOMKU-
BaHH JIIOJUHY Bce 0i/IbIlle HATOBHIOETHCA IITKiAJIN-
BuMU parTopamu hiduuHoi, XiMmiuHOi Ta 6ioIoriuHOI
TpUpPOAH. ¥ CBiTi BUPOOJIAETHCA ITOHAL IiBMiIbIIOHA
PiBHUX CHHTeTUUYHUX XiMiuHUX IpoxyKTiB. Barato
3 HUX MalOTh MyTareHHY i TepaTOTeHHY aKTUBHICTD.
MyTarenHi arenTy cupuAOTh HOPYIIEHHIO MeHOTH-
y JIOAUHU, BILUINBAIOTH HA HOpMajlbHe (pOpMyBaH-
HA emOpioHiB. Bisnbmiicts MyrareHiB mpum BmImBi
caMUuX He3HAUHUX 103 BUKJINKAIOTh HEMUHYUNH KY-
MYJISTUBHUI ePeKT iHAyKOoBaHOTO MyTareHesy [5].
Bumynrenuii nmocTifiHuili KOHTaKT 3 MiABUIEHUMU
KOHIIEHTPAI[iAMU INKiAInBuX (PisuyHmMX i Ximiu-
HUX areHTiB IIPU3BOAUTH O IOPYUIIeHHSA HOPMAaJIb-
HOro (DYHKIIIOHYBaHHA AK OPraHi3My B IIiJoMy, Tak
i oOKpemMuX OpraHiB, TKaHWH, KJiTuH. IlaTomoriuni
Ipollecu 3aUinaioTh MOJEKYJIAPHUU PiBeHb Aifsb-
HOCTi KJIiTHMHH, i 110 0COOJIMBO Ba’KJIMBO, ii TreHe-
TUYHUU amnapar. ¥ pasi HOIIKOAKeHHS CTaTeBUX
KJITMH BUHUKAEe HeMUHYyYe 30iJIbIIIEHHS YacTOTU
BpomKeHux Baj po3BuTKy (BBP), camoBimpHUX
abopriB (CA), cmagkoBUX XBOPoO, a AK HACTITOK
IIBOT'0 — 3POCTAaHHSA Hellpalle3aTHOCTi, 3aXBOPIOBA-
HOCTi, iHBaJigHOCTi, CME€PTHOCTi, 3MEHIIIEHHS ce-
PenHBOI TPUBAJIOCTI KUTTA [5, 6] .

ITpo reHeTuKy Ta ciagKOBY HIATOJIOTiIO 3TralyI0Th
JIuIe TOAi, KOJIU CIIOCTePiraroThCa y JUTUHU CUMII-
TOMU, AKi He BAAETHCA MiBECTH ITIi AiarHo3, moope
Bimomoi maTosorii [4, 5] .

CnazxkoBUMU Ha3WBAIOTh 3aXBOPIOBAHHA, TPUYHU-

HOIO IKUX € XPOMOCOMHI a60 reHHi MmyTartii. 3amesx-
HO BiJ XapakTepy MyTaIlii BUAiJIAIOTh MOHOTEHHI,
CIIaIKOBi, XPOMOCOMHIi, MiTOXOHApiaJbHI Ta MYJIb-
TudakTopiadbHi XxBopobu. Bix cmagkoBux ciin Bin-
pisHATU BpOAsKeHi XBopoOu, AKi 00yMOBJIEHI BHY-
TPIITHBOYTPOOHUMY YITKOAKEHHAMY, a00 BILIMBOM
inmux (pakTOpiB Ha MJIif mifx yac BariTHOCTI.

ErionoriunuMu ¢akTopaMu CHagKOBUX XBOPOO
e myTanii (3Minm) cuagkoBoro marepiany. Cnagkosi
XBOpPOOM, OCHOBOIO AKUX € XPOMOCOMHI (TIOpYyIIIeH-
HA CTPYKTYPU XPOMOCOM) ab0 TeHOMHi (IOpyIIeHHA
KiZbKoOCTi XpoMocoM) MyTallii IpuU3BOAATH JO PO3-
BUTKY XPOMOCOMHUX XBOp00. BuHyTpintaboyTpOOHA
3arubesb eMOPiOHiB i MI0OAiB, HAABHICTL BpPOMIKeE-
HUX BaJ PO3BUTKY Ta iHINI KJIiIHiUHI IIpoABU CBix-
YaTh IPO MOPYIIEeHHs 30aIaHCOBAHOCTI HabOpy re-
HiB Ta PO3BUTKY XpOMOCOMHUX XBopoO [10]. Bizomo
61u3pk0o 1000 TUIiB XPOMOCOMHUX TIOPYIIIEHb, BU-
SAIBJIEHUX Yy JIOOUHU. YCIaIKyBaHHA XPOMOCOMHUX
3aXBOPIOBaHb IIOOJVHOKi, B OCHOBHOMY Ile BUIIa[-
KOBe BUHUKHEeHHA HOoBoi MmyTalrii. Taxk 5% iioneii €
HOCiAMU XPOMOCOMHUX XBOPO0, & IPOSABU iX PisHO-
MaHiTHI.

T'enni xBopoOu — Iie BeJIMKa IpyIa 3aXBOPIOBaHb,
1IT0 BUHUKAaE B pedyabrari momkomixenua [[THK na
piBHi rena. TepmiH B)KUBaeTHCA BITHOCHO MOHOT€H-
HUX 3aXBOPIOBaHb, Ha BiAMiHY Bif GiJbIT ITUPOKOL
TPyOu — CHaJKOBUX 3axBOpOBaHb. OcobsmBiCcTIO
reHHuXx (AK i B3araJi Bcix cmagkoBmX) XBOpob € ix
rereporenHicTh. Ile o3Hauae, 1110 OAWH i TOM K (peHO-
TUHIYHUHN IPOAB XBOPOOU MOKe OyTU 00yMOBJIEHUH
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MyTalligAMU B PisHUX reHax a60 pisHUMU MyTaliaMu
BCcepeJuHi ogHOrO reny [5] .

Bpomskeni Bagu po3BUTKY — CTifiki mMopdoJio-
riuai saminu oprauiB a6o cucreM, AKi BUHUKAIOTH
BHYTPiIIHBOYTPOOHO a6o (6araTo piaiie) micasa Ha-
POIKeHHA NUTUHU AK HACJIIIOK NOPYIIEeHHSA IIO-
manpmioro ¢gopmyBaHHs oprany. Maji amomauii
pos3Butky (MAP) aBASAI0TH CO00I0 MOPYIIIEHHA, IO
icTOTHO He BILIMBAIOTHh HA PYHKIiIO Oprany i He mo-
TPeOyIoTh Xipypriunoi Kopekiii [5] .

3aJIe;KHO BiJl piBHA ypasKeHHA CIIaJKOBUX CTPYK-
TYyP BUILJIAIOTH TeHHi, XpPOMOCOMHI i reHOMHI MyTa-
uii. I'enni myrarii moB’as3aHi 3i 3MiHOIO CTPYKTYpU
oKpeMux rerHiB. XpoMmocomHi MmMyTariii — amomaJii
xpomocoM (TpaHcaokarii, meserii, mymrikarii,
iHBepcii), AKi peecTPyOTbCA B CBITJIOBOMY MiKPO-
ckorri. 'emomui myTarii — s3MiHu KiJIbKOCTiI XpoMmo-
coM (aHeymaoinmii), 110 BUHUKAIOTHL SK PE3YJIbTaT
MOPYIIIeHHS MeXaHidMy pO3moAijy XpomocoMm abo
CEeCTPUHCBKUX XpoMaTua. XPOMOCOMHI aHOMAJii y
faraThboX BUMNAAKAX IIPU3BOAATH A0 3arubesi 1o-
Iy 1 CHOHTaHHOI'0 ITIepepUBaHHA BariTHOCTI B IepIiri
28 THXKHIB BHYTPilITHEOYTPOOHOTO PO3BUTKY [5] .

Myrarii B JIOAWHN BUHUKAIOTH MOCTiHHO AK Y
nporieci 3BUUYanHUX (isiosorivHUX QYHKIIA Op-
raHisamMy (CIOHTaHHUI, NTPUPOAHUHI MyTareHes,
00yMOBJIEHUII TPOAYKTAMU MeTabo0JaidaMy KJIiTHUH,
BILIMBOM ITIPUPOAHOrO paxiamniiinoro ¢oHy, I0-
MUJIKaMM pellikailii, 3ajgexaTh BijJ TeHOTUIY, Bif
BJIACTUBOCTEII caMoro reHa, (isiosoriunoro crany
opraHiamy, KoJuBaHb (paKTOpPiB 30BHIIIHLOIO ce-
penoBuIlia), TaK i B pe3yabTaTi JOOATKOBUX BILJIUBIiB
Ha CIIaJKOBUH amapatr pisuunmux, XiMmiunux, 6ioso-
riuaux QaxrTopiB (iHAykoBaHuii myrtareues) [5, 7,
13, 14].

IIpodimaxTira BPOAKEHUX TA CHATKOBUX XBOPOO

Co1ianbHO-eKOHOMIUHUI IIPOIEC CIPUYUHUB
3a co0010 IPUHIIUIIOBY 3MiHY PENPOAYKTUBHOIL mO-
BeIiHKU JIIOAWHU. B ocTaHHi cTO POKiB BCce pinlie
3ycrTpiuaiorbca OararoniTHi cim’i. IIporsarom pe-
IPOAYKTHUBHOTO IEPioAy B KUTTI KiHKU TiIBKU
onxHa abo ABi BariTHOCTI 3aKiHUYIOTHCA IIOJOTAMU.
IIpu npoMy JOCUTH YaCTO BariTHICTH HaCTAaE IicJsa
30 pokiB. B gaHuit uac 14 BariTHicTh HacTae Iic-
JIs1 3aCTOCYBaHHA Pi3HUX NOINOMIMKHUX PENIPONYK-
TUBHUX TEXHOJIOTiH (cTuMynamnii oByaanii, EK3 ra
iH.), IITO CTBOPIOE JOJATKOBI YMOBU AJs 30eperKeH-
HA B NONYyJAINil mepefyMoOB CIaJIKOBUM i BpOIsKe-
HUM 3axXBoploBaHHAM. HoBi yMoBH MmOTpPeOYyIOTH
CTBOPEHHA i HOBUX WIiAXOAiB IIOAO OI[iHKM CTaHy
BariTHOI Ta maoxay. Bigmosigaio Ha 11i BUMoOru cra-
JI0 CTBOPEHHS CHUCTEMHU IIE€PEIKOHIIEINIiNHOl IIpo-
dinakTUKY, IpeHaTaJbHOI JiarHOCTUKY 1 HOHATTA
«IJIi K maIieHT» .

€arHa MOMKJINBICTH 3MEHIINTHA MEJUUYHUH i co-
MiaJIbHUU «BaHTaK» IIi€el maToJjorii — mpoBeJeHHs
nTpodiTaKTUYHUX 3aXOJiB 3a JOIIOMOTOI0 MeIUKO-
TeHEeTUYHOT'O KOHCYJILTYBaHHA.

1, 2016
IIpodimakTuka BPOAMKEHUX TA CIHIATKOBUX XBOPOO

Mera KoHCYJIBTAIiI JTiKapsA-TeHeTHKa — BCTAHOB-
JIeHHS PUBUKY HAPOJKeHHA OJUTUHU 3 BPOIKEHOIO
a00 CIaJKOBOIO IIATOJIOri€l0 i HagaHHA JOIOMOIH
ciM’i y OpUAHATTI pillleHHA TPO MiTOHAPOMKEHHSA
[5, 14, 15].

PospisHAT, ABa BUAU MEIUKO-T€HETHUYHOTO
KOHCYJIbTYBaHHsA: IIPOCIEKTUBHE (IIOIlepenHeE), pe-
TpoCIeKTHUBHE (IIOTOUHE).

IIpocrieKTHBHE MeTUKO-T€HeTUYHE KOHCYJBTY-
BaHHA IIPOBOAUTHCS IO IJIAaHYBaHHA 3ayaTTs abo B
paHHiI TepMiHU BariTHOCTI IpU HAABHOCTI PUBUKY
HapoIKeHHA XBOPOoi nuTuHu (BiK MaiibyTHROI MaTe-
pi 6isbire 35 PokiB, KPOBHOCIIOPiMHEHUIT IIIII06 Ta
iH.), a TaKOK B ciM’ax, Ae paHimie He OYJI0 XBOPUX
miTemn.

PerpocnieKTUBHE MeTUKO-TeHETUYHE KOHCYJIBTY-
BaHHA IIPOBOJUTHLCA B CiM’AX, e BjKe HApPOAUIaACH
XBOpa AUTHUHA, IJI BCTAHOBJIEHHS CTYIIEHIO DUSUKY
CIIaJKOBOI ITaTOJIOTi] y HACTYIHUX JiTei.

B imeasi xKokHa moApYKHA Imapa IMOBUMHHA IIPO-
KOHCYJIbTYBATHUCA y JIiKapA-reHeTHuKa 10 IIJIaHyBaH-
HA HapOIKeHHA AiTeil. CTUMYJIOM AJs YXBaJeHHSA
CaMOCTiHiHOTO pillleHHA PO HEOOXiAHICTHL MeTUuKOo-
TeHETUYHOI0 KOHCYJIbTYBaHHS IOBUHHI CTaTu II0-
YyTTA BiAMOBigambHOCTI 3a 3M0POB’S MaNOyTHBOL
OIUTUHU Ta 3HAHHA BJIACHOTO poxoBoxay [5, 14].

Memguko-reHeTUYHE KOHCYJIBTYBAaHHS 000B’ A3KO-
Be: IIPU HAPOJKEHHi B ¢ciM’i JUTHHU 3i clIafKOBUM
3aXBOPIOBAaHHAM a60 BPOIKEHOIO BaJ0I0 PO3BUTKY;
IIpU HAABHOCTI BPOIKEHOI UM CIIaAKOBOI ITaTOJIOTi1
Y OJTHOTO 3 MMOAPYKIKA 400 ¥ HAHOIMIKUNX POSUUIB;
IIPY KPOBHOCHOPiAHEHUX HIII00aX; MpU IJIaHyBaH-
Hi mepiroi BariTHOCTI y sKiHKM BikoM mmicua 35 po-
KiB; IpU MOBTOPHUX MUMOBIIBHUX BUKUAHAX; IIPU
BILIMBiI B paHHiIX TepMiHax BariTHOCTI ioHi3yloumx
BUIIPOMiHIOBaHb (mIpodeciiini mrigmuBocTi, peHT-
TeHOJIOTiUHe JocaifKeHHA) [5].

Ilixg reHeTMYHUM PUBUKOM PO3YyMilOTh HIMOBipHiCTH
MIPOSBY V TIOTOMCTBA CIIAJKOBO 00YMOBJIEHOI IIaTOJIO-
rii. Pusuk sume 20% BBaska€ThCAa BUCOKUM [5, T].

Ilixg yac mIaHyBaHHSA Ta IPOTHO3YBAaHHSA IIOTOM-
CTBa BUKOPUCTOBYIOTHCS HACTYIIHI METOIU MeAUKO-
TeHEeTUUYHOTO 00CTe)KeHHs IMAallieHTa Ta Horo ponau-
yiB: KJiHiIKO-TeHeaJOTiuHMM; IIUTOTeHeTUUYHII;
Gioximiunmii; iMyHOJOTiUHMIA; MOJIEKYJISAPHO-
regernunuii (JHK-anamnis) [5].

Ilepenkoneniiiina mpogilakTura

Hnas 3HMIKEeHHA PUSUKY HAPOIKEHHS XBOPUX
miTell MOIIJILHO NMPOBOAUTU TaK 3BaHY MEPEIKOH-
nenmifinay npodirakTuky, Aka BKIouae: MTIK,
BUBUEHHS POJOBOAY, BUBHAUEHHsS KapioTumy i aH-
tureHiB HLA y moapysK:Ks; JiarHOCTUKY HOcilicTBa
BipycHoI Ta 6aKkTepiasnbHOI iH(QeKIil, TiKyBaHHA 3a
TMMOKa3aHHAMU; BUKJIOUEHHA IpodeciiHMX IIKiz-
JUBOCTEN; IieTo- Ta BiTaMmiHOTEepanito, mpuiiom ¢o-
JieBoi KucaoTu (1o 4 Mr Ha 100Y).



Ilepenkouneniritina mpodilakTUKa CIpsaMOBaHa
Ha 3a0e3NeuyeHHsA ONTUMAJLHUX YMOB IJs HO3Pi-
BaHHSA 3apPOAKOBUX KJITHUH, IX 3alIigfHeHHSA i yTBO-

mwiony [5, 14, 15].

OCcHOBHUMHU METOAaMU TNpeHaTaJbHOI HiarHoc-
TUKHU €: YIBTPA3BYKOBE MOCJIiIKEeHHS; BUSHAUCHHS
piBHA a-(deTompoTeiny, ecTpioay, XOPiOHIUYHOTO TO-
HagoTporiny i 17-rigpokcunporecTepony B CHPO-
BaTii KpoBi marepi (B 16—20 Ttu:kHiB BariTHOCTi);
amuiomnenTes B I i Il TpuMecTpax BariTHOCTi; Oiomcis
BOPCHUH XOPiOHY i IIJIaIleHTH; OTPUMAaHHA KPOBi Ta
mKipu mony [2, 11].

o TemepimmHbOrO dYacy, iCHYIOUUII ITPOTOKOJI
CKPUHIHTY BariTHUX BKJIIOUA€ BUBHAUEHHSA O1JTKOBUX
MapKepiB MaTePUHCHLKOTO ITOXOAKEHHS PasoM 3 Ja-
HHUMHU yJIBTPa3BYKOBOTIO JOCHiAKeHHs. Pazom 3 Tum,
PAI IOCIITHUIIBKUX POOIT BKA3YIOTh HA BUSHAUEHHS
BinpHOI emOpionansHOl JJHK B mepudepiituiit Kposi
JKIHKM 3 MeTOI0 MiarHOCTUKMU aHeyILIOifiil y Barit-
HUX AK BUCOKOTO, TaK i HUBbKOTO PUSUKY [2, 4].

Ha croroauiniaiii 1eHsb «30J0TUM CTaHIAPTOM» B
IiarHOCTUIII AaHEYILJIOIIill € KapioTUIIyBaHHS 3 OJIep-
JKaHHSM ILJIOJIOBOTO MaTepiaysly MeToJaMH iHBa3WB-
HOI mIpeHaTaJbHOI JiarHOCTUKM: KapioleHTe3y MiiK
10-m ta 12-M THXKHAMU TecTallii, a6o 3a JOIIOMOI'OIO
IJIalleHTOIleHTe3a, aMHioneHTesa Mizk 14-m Ta 18-M
TUXKHAMU rectartii [2].

Ha cyuacrHomy eTami 3ampoIlOHOBAHO TPU MaTe-
MaTUYHUX MOJeJIi IIpeHaTaJbHOT0 CKPUHIHTY XPO-
MOCOMHUX aHOMAJIi 3 JOJaTKOBUM BUKOPUCTAHHAM
pesyJsbTaTiB Oioximiunoro anasisy y Il Tpumectpi 3
MEeTOIO0 KOPeKIIii pe3yabTaTiB KOMOiHOBaHOTO CKpH-
"Hinry I rpumectpy [4].

IaTerpoBanuii TecT: KOMILJIEKCHE JOCJiIKeHHs,
npu AKOMY Y BCixX mmaiieHToK B I TpuMecTpi BusHa-
YapTh TOBHIMHY KoMipiesoro mpocrtopy (KTII) ta
acoIlilioBaHOT0 3 BaTriTHICTIO mpoTeiHy-A miaasmu
(PAPP-A), a y II TpumecTpi — piBenb anbdadero-
nporeiny (ADPII), HeKoH IOrOBaHOTO ecTpioJia, Bib-
HOI } ppaKIil XOpioHIYHOTO TOHAKOTPOIIIHY JTIOAVHYI
(fB-XTJI) ra inri6oiny A. Ilicas mporo aHami3yooTh
3BeJIeHi pe3yJIbTaTu, Ha MiIcTaBi SKUX BU3HAUEHUM
mamieHTKaM TPYIN BUCOKOTO PHU3UKY MPOBOAATH
amuionenTes y II rpumectpi [4].

IToeramuuii mocrifoBHUM (CeKBEHITIMHUIT) CKPH-
HiHr BrJiouae Bumip TKII, BusHauenHsa piBHSA
PAPP-A ra fB-XI'JI y Bcix marieHnTok y I Tpume-
ctpi. OcobaM rpymnu BUCOKOTO PU3UKY IPOIIOHYIOTH
npoBeJeHHs Oiomcii BopcuH XOpioHa, IPU IILOMY Y
BariTHUX I'PyI HUBBKOTO i cepeIHbOTr0 PUBUKY BU-
3HavaioTh piBHI ADII, f3-XTJI Ta inri6éiny A y II
TpuMecTpi. SAKIO 3aranbHUil PUSUK 3a pesyJibTa-
Tamu gociaimxkenHus y 1 ta II TpumecTpax mocsrae
BHCOKOT'0 PiBHA, HaIliEHTKaM NPU3HAYAIOTh aMHio-
menres y Il rpumectpi [4].

KoHTUHTeHTHUN CKPHUHIHT Ma€ aHaJoriio 3 IIo-
eTallHUM IIOCJIiZOBHUM cKpuHinrom. IIpore, 6ioxi-
miunuii anasuis y II TpumecTpi mIpoBOAUTHCA TiTBKU
maIieHTKaM I'PyOu CepeqHbOro PUBUKY MiCJasd KOM-
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0iHOBAHOTO CKPUHIHTY, IO IPOBOAUBCA ¥ I TpuMme-
ctpi BariTHoCTi [4].

Y apTpa3ByKOBe JOCTiIKEeHHI

OcobsuBe Miclle B HpeHaTaJdbHIN AiarHocTHIri
3aiiMae yJIbTPa3ByKOBe JIOCIiIKeHHsa. AHaJis Bpo-
I'KEeHUX Baj PO3BUTKY ILJIIOAY, HiarHOCTOBAHUX 3a
JOIIOMOTOI0 YJIBTPAa3BYKOBOT'O JOCTiI:KeHHS i uac
BariTHOCTI, MOKAa3aB YiTKy 3aJIe;KHICTh MiXK Xapak-
TEePOM BaJU PO3BUTKY i TepMiHOM HOTO BUABJICHHA.

Psan BpoaskeHUX BaJ PO3BUTKY IJIOAY MOKHA Iia-
THOCTYBATH 3a JAOIOMOTO0 YJIbTPa3BYKOBOTO JOCJIi-
IKeHHd Bike Hanpukinii I ta mouaTky Il tpumecTpy
BariTHOCTI: aHeHIle(asii0; ToJI0IIPo3eHIedaiio; ex-
seHIedairo; gimpanriomu mui; oMmdosonene; ra-
CTPOIIIMBYC; 3POIIIEHI IIJI0I1; aXOHAporeHe3 1 TUmy;
aMOp(MHUH ILJIi mpu 6araToOMIiAHIN BariTHOCTI.

Ilepme ¥Y3]l nmpoBomutTbcss Ha 11-13 TmKHAX
BariTHoOCTi. ¥ I1i TepMiHM OIiHIOETHCS TOBIHMHA KO-
MipIIeBOr0O IPOCTOPY Ta Po3Mip KicTok miony. Kpim
IbOTO0 MOKHA BUABUTU T'pybi medeKTu PO3BUTKY:
anedariio, ameHmedairo, ekseniedasaito, aHiole-
daiir, axouaporenes I Tuiy, ABiifHIO, III0 3POCJIACS
aMop(HUMI ILIig, JiMpaHTioMy mImi.

ToBIiIrHA KOMipIIEBOTO IIPOCTOPY Bix 3 MM i 0ijTh-
e — BaKJIMBUI MapKep XPOMOCOMHOI aToJorii y
IIoza.

Hpyre Y31l npoBoguthbesa Ha 18—20 THKHAX Ba-
riTHOCTI.

Tpete Y31l mpoBoauTheA B 32—34 THKHI 3 METOIO
BusaBgeHHA BBP 3 misuim nposBoM QyHKITiOHAIBHOL
OIiHKM cTany 1maoay. Ha mpomy eTani npuiiMmaeThCs
TAKTHUKA Mali0yTHHOTO PO3POAKEHHS.

Cimeriunii Jikap MOBUHEH maM’ ITaTH, 110 iCHYIOTh
TpU PiBHI HpodiIaKTUKU CHATKOBUX XBOPOO: Iep-
BUHHA, BTOPMHHA Ta TPETUHHA IpodintakTura [5].

IlepBunHa nmpodisakTuKa

IlepBunHa nmpoditakTUKa BPOIKEeHUX i cIagKo-
BUX XBOPOO BKJIIOUAE 3aX0U, CIPIMOBAHI Ha MHOIIe-
pelKeHHs 3aUaTTs XBOpPOi nuTuHU. BoHa peaisy-
€ThbCA TPhOMA IIJISIXaMU:

I. ITnanyBanusa JiTOHAPOIKEHHS;

II. BaxucT cepemoBUINla NPOKUBAHHSA JIOINHU
BiT MOJATKOBUX AHTPOIIOTEeHHUX B3a0pyIdHIOBaUiB
(MmyTareHis i TepaToreHuin);

III. BiramiHiza1isa HacejeHHs.

Bropunna nmpodisakTuKa BpOoI:KeHUX i cnagKo-
BUX XBOPOO BKJIIOUA€E 3aXOJU, CIIPAMOBAHI Ha IIO-
nmepem:KeHHs HaPOMKeHHS XBopol auTuuu. Boma
3I1MCHIOETHCA 34 JOIIOMOT'OI0 METO/IB JOIIOJIOIOBOL
miarsocTHKH. Ii OCHOBHA MeTa — B MaKCHMAJBHO
PaHHI TepMiHM BUABUTHU Y IJIOJA CIIaAKOBI XBOpPOOU
i Bagu poO3BUTKY, IO He HifmarThCs JiKYyBaHHIO, i
ImepepBaTH BaTiTHICTH (3a 3Tr000 KiHKM).

TperuunHa mnpogilakTuKa BPOIKEHUX i cmaji-
KOBHX XBOpPO0O BKJIIOUAE 3axXOau, CIPAMOBaHI Ha
MomnepeKeHHs MIPOrPecyBaHHSA XBOpPoOM Ta pPO3-
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BUTOK YCKJIaJZHEeHb. BoHa CTOCYEThCS IEepeBasKHO
CHAaAKOBUX XBOPOO 0OMiHY peuoBHH. [0 MOMEHTY
HapOIKeHHA JUTUHU Y HbOTO € TeHHa MyTallid, aje
BifcyTHi KaiHiuHi mposaBu xBopobu. Ha miit cramii
Ba’KJINBO BUSBUTHU 3aXBOPIOBAHHSA i ITOYATH PAaHHE
JiIKyBaHHS, 1100 MOIEePEIUTH BaKKi YIIKOAKEeHHSA
TOJIOBHOTO MO3KY i PO3BUTOK PO3YMOBOI Bimcrasoc-
Ti. JIikyBaHHS ITOJIATaE, IK IPABUJIO, Y BUKJIIOUEHHI
3 paIioHy xapuyBaHHSA AUTUHU IIeBHUX IIPOAYKTiB.

TperunHa npodilaKTHKa 3MiMCHIOETHCS y IBa
eTamnmu:

1) BuABJEHHS CIAAKOBOI IIATOJOriI 10 PO3BU-
TKY KJIHIYHUX CHUMIITOMiB (MacoBUii CKPUHIHT HO-
BOHAPOIKEHUX);

2) KOpekKIlid BUSBJIEHUX IOPYINeHb (HaIpu-
KJIaJ, IpU3HAUeHHSA CIIeliaJbHOI JieTu npu ¢eHi-

KeToHypii).

Omxe, B maHmili yac 3’SABUINCA IIPUHIHAIIOBO
HOBi migxomu n0 AiarHOCTUKM CIIQAKOBOI IIATOJIO-
rii: IHK-giarmocTuka, riopuamnsanisa HyKJIeTHOBUX
KMCJIOT in situ, KoM’ oTepHi cucTeMu I aHATIiI3Y
XPOMOCOM, MOJIEKYJsIpHA IIUTOreHeTUYHA JiarHoc-
TUKA Iad igeHTudikaii XpoMoOCOMHOro Mo3aius-
MYy, (pepMeHTHI MeTOAY Ir'eHeTUKYU COMAaTUUHUX KJIi-
TUH, MOHITOPUHT BPOJKEeHUX Baj Ta iH. [1, 3, 13].

Poayminuga ciMmeliHUMU JIiKapAMU MOYKJIMBOCTe
B 3amobiranHi HapoI:KeHHS AUTHUHI 3 BPOIKEHOIO
Ta CHAaJKOBOIO IIaTOJIOTi€I0, HAJAIITYBAaHHA UJIEeHiB
cim’l Ha mpodisakTUUHI 3aX0AM OCHOBHUM 3 AKX
€ CBOEUACHE 3BePHEHHSA JI0 aKyIIIepPiB-riHeKoJIOTiB 3
MeTOI0 00JIIKYy Ta MOHITOPY BariTHoCTi, Oy/ae CIIpusi-
T 3MEHIIIeHHIO HapPO»KeHHs XBOPUX TiTel.
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3anopoxcckuil zocydapcmaeern Ll MeOUUUHCKULL YHUBepcumem

HACAEACTBEHHBIE 11 BPOKAEHHBIE BOAE3HM:
COBPEMEHHBIE AKTYAABHBIE BOITPOCHI
MEAUKO-TEHETMYECKOI'O KOHCYABTHUPOBAHMS
M IIPEHATAABHOM AMATHOCTUKMU

BbIHYKIeHHBI TOCTOAHHBIN KOHTAKT C HOBBIIIIEHHBIMU KOHIIEHTPAIIUSAMY BPEAHBIX PU3NUECKUX U KJIU-
HUYECKUX areHTOB, UMEIOINX MyTareHHy U TePaTOreHHYIO0 aKTUBHOCTh, IPUBOAAT K HAPYIIIEHUIO HOP-
MaJbHOTO QYHKIIMOHUPOBAHNA KaK OPTaHN3Ma B I[eJIOM, TaK U OTAEJIbHBIX OPTaHOB, TKaHel, KJIETOK 1 K YBe-
JIUYEHUIO YaCTOTHI BPOKJEHHBIX ITOPOKOB PA3BUTUA, CAMOIIPOU3BOJILHBIX BBIKUIBIIIIEH, HACTEACTBEHHBIX



ISSN 2072-98367. CYUHACHI MEIWYHI TEXHOJIOTII, Ne 1, 2016

Gosesueii. ITpoBenerre NpoPUIakKTUUECKUX MEPOIIPUATUHN IOCPEACTBOM MeANKO-TeHeTNYEeCKOI0 KOHCYJIb-
TUPOBAHUSA — 9TO €IUHCTBEHHAS BO3MOKHOCTb YMEHBIIIUTh MEAUIINHCKUI U COIMANbHBIN «IPy3» HACTEI-
CTBEHHOI U BPOKAEHHOI marojoruu. A CHUIKEHUA PUCKA POMKAEHUS OOJbHBIX HeTell IesiecoodpasHo
MIPOBOAUTH IPEAKOHIIENIIINOHHYIO MPOPUIAKTUKY. K HacTosAlleMy BpeMeHU, CYIIeCTBYIOINI TPOTOKOJI
CKpUHUHTa 0epeMeHHBIX BKJIOUAET OIpelesieHne 0eJKOBBIX MapKEPOB MAaTEPUHCKOI'O IPOUCXOMKAEHUS
BMECTe C JaHHBIMU YJIbTPAa3BYKOBOTO uccaenopauusi. Ocoboe MeCcTo B IIpeHaTAJIbHON JUATrHOCTUKE 3aHUMa-
eT yJIbTPa3ByKOBOE HCCIeIOBaHUE.

Cy1I1ecTBYIOT TPU YPOBHA NPOMPUIAKTUKY HACJIeICTBEHHBIX 00JIe3Hell: mepBuUHAas, BTOPUUYHAS U Tpe-
TUYHAS.

ITounMaHMe BOSMOMKHOCTEH B IIPEAOTBPAIIeHNY POKIEHUA pedeHKa C BPOKIEHHON U HacJeICTBEeHHOM
maToJioTueil, HacCTpoiKa ceMbU Ha IPO(PUIAKTUUYECKHE MePOIPUATHA OyAeT CIIoOcOOCTBOBATD YMEHbBIITEHUIO
po:kaeHuA OOJBHBIX JeTell.

KaroueBrbie croBa: HAacJaeACTBEHHBIE 00JI€3HY, BPOKIeHHBIE 00JI€3HN, MEUKO-TeHeTUYEeCKOe KOHCYIb-
TUPOBaHMUe, IPeHaTaJIbHAasd JUATHOCTUKA.

N.V. Avramenko, O. A. Nikiforov, H. A. Lomeyko
Zaporizhzhia State Medical University

HEREDITARY AND CONGENITAL DISEASES:
CONTEMPORARY ISSUES GENETIC COUNSELING
AND PRENATAL DIAGNOSIS

Forced constant contact with elevated concentrations of harmful physical and clinical agents having mu-
tagenic and teratogenic activity, cause disruption of the normal functioning of the organism as a whole and
of individual organs, tissues, cells and increase in frequency of congenital malformations, spontaneous abor-
tions, and hereditary diseases. Prevention through genetic counselling is the only way to reduce medical and
social “goods” hereditary and congenital diseases. To reduce the risk of birth of sick children is advisable to
carry out before concepcio prevention. To date, the existing Protocol of screening of pregnant women includes
detection of protein markers of maternal origin with the data of ultrasound examination. A special place in
prenatal diagnostics is ultrasound.

There are three levels of prevention of hereditary diseases: primary, secondary and tertiary.

Recognition of opportunities to prevent the birth of a child with a congenital and hereditary pathology, set-
ting up families for preventive measures, will reduce the birth of sick children.

Keywords: hereditary diseases, congenital diseases, genetic counselling, prenatal diagnosis.
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