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KnuHnueckue NeKUuHnH

FEHETUMHWIA MOHITOPUHT

YactuHa ll. Mpo6AeMn MOHITOPUHIY YPOAXXEHUX BAA PO3BUTKY

T.B. COPOKMAH, C.B. COKOABHVIK, M.T. TMHIYASIK

BYKOBUHCHKNA ACDXQBHUA MEANYHUA yHIBEpCUTET, YepHiBL|

Peziome. Y pobomi yzazanvreno OaHi nimepamypu wjo0o npobnem MOHIMOPUHEY YPOONCEHUX 800 POIBUMKY.
Knrwouosi cnosa: ypooaiceni 6adu po3sumxy, MOHImMopune.

OUIHHUTH BIUIKB Pi3HUX (HaKTOpiB HA YaCTOTY CHIAJKOBOI
Ta YpOIKeHOi NaToorii MoXHa 3a JONOMOTOI0 MOHITOPHH-
TOBHX CHCTEM, 1110 ITMPOKO BHCBITJIEHO BEJIHKOIO KiTbKiCTIO
pobir [3, 6, 23].

Heo06xiAHO 3a3HAYMTH, IO TEPMiH «MOHITOPHHI» BHKO-
PHCTOBYETHCS B JIITEPATYpi BXKE AaBHO, ajle HE 3aBXKIH J0-
peuHo [23]. 3a enigeMionoriYHHM CIIOBHHKOM MOHITOPHHT
(monitoring) — ILie BUKOHAHHA Ta aHaNli3 PyTHHHHX BHUMi-
pIOBaHb, CIIPAMOBAHHX Ha BHBYCHHA 3MiH Yy CEPEIOBHILI
i/a60o 3n0poB’1 monynsaAuii. MOHITOpHHT He MOXHa 3MilllyBa-
TH 3i cIocTepexxeHHAM 3a xBopobamu (Surveillance of
diseases) [26)]. [eHeTH4HHH MOHITOPHHT BU3HA4Ya€ThCA HAMH
SIK CHCTEMaTH4YHe CIIOCTEPENEHHA 33 CTAHOM I'eHOGOHAY To-
mynsnii, AK€ Aa€ MOXUIMBICTh OILIHIOBATH HasBHHi MyTa-
Li#HHH NpoLEC Ta MPOrHO3yBaTH HOro 3MiHH.

CucreMa nepenbadae 36upanus, 06pobky, aHani3, 36e-
pexkeHHs iHpopMawii PO BHHHKHEHHS 1aTOJIOTiYHHUX CTaHIB,
AKi MOXYTb OYTH 3yMOBIICHi MyTareHHOIO Ai€i0 CEpPenoBH-
ma. 3a KOpIOHOM MOHITOPHHT BaJl po3po0msaBea 3 60-X pokiB.
TIpuBONOM BHHHKHEHHA CTANa «TATiJOMiIHA KaTacTpodar.
3a 6 poKiB MicjIsA MOABH TaNTiAOMiAy Ha PHHKY i 10 BCTAHOB-
JIEHHS HOro MPHYHHHOCTI HAPOAUIIOCH 6 TUCAY JiTei i3 BaX-
KHMH BaJlaMH PO3BHTKY. €Bponeficbkui Ta MikHapoaHuit
PeeCTpH, fAKi PYHKLIOHYIOTh CHOFO/IHI, MAIOTh MOXIHBICTD

Y KOPOTKi CTPOKH BHPILLIMTH HayKOBO-NPAKTHU4Hi 3aBJaHHA. -

V 1974 p. 3acHoBaHa MixkHapoAHa CHCTEMa MOHITODHHTY
ypomxeHHX Baj po3BuTKy — «Clearinghouse», ygacHuka-
MH siKoi Teniep € 30 MOHITOPHHIOBUX periOHaNbHHX IPOrpaM
i3 kpain €spony, As3ii, AMepukH. Y Tomy x 1974 p. Komi-
TeT i3 MEAMYIHUX AOCTiIKEHb €BPONEHCHKOr0 eKOHOMIYHO-
ro cigroBapucTsa (€EC) npuiiHas pillleHHs npo miATpAM-
Ky -€HiIeMiOJIOTIYHAX JOCTIKEHb YPOIKCHUX aHOMaJiH.
ITicns npoBeaeHOro ABOPIYHOro KOCHLKeHH B 1978 p. 6yna
odiniiHo 3aTBepAXKEHa MiXKHAPOJHA OpraHisallis 3 BUBUCH-
HS YPODKEHHX aHOMaJTiit Ta GaraTomuli{HUX BariTHOCTEIH, AKa
ckopogcHo Hazsana EUROCAT. IIpoexT nouas ¢pyHKuiony-
BaTH B 1979 p. i HapaxoBye noHaq 30 perioHaIbHUX PEECTpPiB
y 15 eBponeiicbkux kpainax. Beboro 3a nepion icHyBaHHs
CHCTEMH JOCHiDKEHHAMH OXOIUIEHO 3,3 MJIH ITOJIOTIB, i3 UHC-
12 AKHX y 6a3y JarMX BKJIOYEH: MOBiAOMIEHHA npo 70 THC.
MiATBEPAXKEHUX BHNAJKIB YPOIKEHUX aHOMAJTii.

B Ykpaini BukoHyBanacs 1{iniboBa KOMILIEKCHA IIporpa-

Ma I'eHeTHIHOIO MOHITOPUHTIY HaceleHHs Ha 1999-2003 pp.,
3aTBep/keHa YkaszoM Ilpesngenra Vipainn Ne 118/99 Bin
04.02.1999 p. IIporpama nepeabayana CTBOPEHHS JepikKaB-
HHX peecTpiB reHeTH4HOI naronorii. HeobxigHo 3a3Ha4uTH,
IO HA MOMEHT N09aTKy BHKOHAHHSA IPOrPaMH FreHETHYHOI'0
MOHITOPHHIY B MEAMKO-TEHETHYHHX LEHTpax i KabiHeTax
Vkpainu Oyau HakomM4eHi 3Ha4Hi perioHabHi 6a3H JaHHX
IIOZO CiMei 13 ypOIKEHOIO i CIaIKOBOIO naroorieko. Y Toit
’Ke 4ac LiNiCHA KOMI I0TepHa CHCTeMa peecTpanii reHeTHd-
HHX PO3J1ajliB, 1ka 6 [03BOJIMIIA aHANI3YBAaTH MACHBH JaHHUX,
y TOMY YHCHi i Ha HpeJMeT BILUIUBY (akTOpiB HABKOJIHUII-
HBOT'O CepPEeNOBHILA, TOOTO MPOBOJUTH MOHITOPUHT NeHETHY-~
HOI [IaTONOT1ii Ha IepXKaBHOMY PiBHi, i 10 TENEPIlIHLOTO Yacy
BIACYTHS.

OCHOBHOIO METOIO MOHITOPHHTY € KOHTpPOIb Ta Tomnepe-
JDKEHHS YPOIDKEHHX BaJl PO3BUTKY. 3a IOIIOMOIOIO NeHEeTHY-
HOTO MOHITOPHHTY MOXXHA BUPIIIHTH HACTYIIHI THTaHHA:

—— BH3HAYUTH CIPSMOBAHICTH CIaJKOBOI MiHIMBOCTI B
NOMyNALiAX TOTHHH;

—— BH3HAYHTH IHTEHCHBHICTb MyTaLlii{HOTO Mpoiecy;

— OIIHHTH CTablIBHICTh CNaZKOBHX CTPYKTYp B
IHAMBIZIB 1 B MOMY/IALIAX;

— IPOBECTH «IHBEHTApU3aLiIO» I€HETHYHOTO CKJIANy
TIOMYJIALIH;

— NPOTHO3YBATH KibKiCTh XBOPHX 3i CIaJKOBHMH 3a-
XBOPIOBaHHAMHY;

— OLHIOBATH IIKiUTHBY Ail0 $aKTOPiB OTOYYHOYOTO Ce-
penoBHUIna.

KoHTpons 3a cnaJikoBOI0 MiHIMBICTIO JTIOAWHH TOBHOIO
Mipoio BKJIIOYa€ OLIHKY B HOMyJIALiAX KoedilieHTa iHOpH-
JIVHTY, BEIMYMHH CETperauiifHoro BaHTaxy, iHTEHCHBHOCTI
MYTAaL[iHHOTO HPOLIECY, EKOreHeTHIHUX (aKTOpiB, IMIHEHHX
NPOSBIB CIIAAKOBOCTI B HOBHX YMOBAX.

OCHOBHHMH NPHHIMNAMH TéHETHIHOTO MOHITOPHHTY €:

1) cucrema, sika 3abe3snedye peecrpauiio ta 06nik Baj,
Mae 3a6e3neqy13am BHSBJICHHA MyTareHHHX BILTHBIB;

2) nepion CIOCTEPEKESHHS 3 BUABICHHA HOBHX My'rami!
ToBUHEH OYTH, AKIIO MOXITHBO, MiHiMAJIbHH; 3

3) cucreMa moBHHHA BJIOBJ'IIOBaTH Hesnatml rm(nmnen-
HS MyTalif{HOTO PiBHA.

Kpurepii, mo MOKYTh OYTH BHKODHCTaHi mnpoaej:(en—
HA TEHETHYHOTO Mom'ropm{ry 3 MGTQIO BUARACHEL
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rAnunuyeckue nekyuu

MYTareHHHX BILIMBiB dmcropin HABKOJMIIHLOIO CEPEOBH-
W, € HACTYTIHMMM}- o=, .

1) oﬁmx JNOMiHAHTHAX MYTAIH, IO FITKO BiIPI3HAIOTE-
cs Bil HOpMH; -

2) o6nik XPOMOGOMHHX aHOMAii Ha OCHOBi TOTaNbHHX

LHTOPQUETHIANX obcTexeHs HOBOHAPO/DKEHHX i cioHTaH-
HHX a60pTiB a60 Ha OCHOBi BUGIPKOBHX IOCTiIKEHD, 2 Ta-
KOX Ha OCHOBI KJIHIYHO{ JliarHOCTHKH XBopoGu [layHa;

3) BHIHAYCHHA 4aCTOTH MyTaliii y 6iIKax CHpOBAaTKH
KpOBI;

4) BH3Ha4YEHHA 4aCTOTH XpOMOCOMHHUX abepaitiit abo ce-
CTPHHCBHKHX XpOMATHIHHX 06M1HIB y KyJbTypi niMpouuTis
nepmbepuqﬂm KPOBi.

SIkicTh OLIHKH 9aCTOTH YPOIXKEHUX Bajl PO3BUTKY 3alle-
XKHTB BiJl TOTO, HACKLIBKH IIOBHO IPOBOJMUTHCS 00K MaTo-
norii, fKi caMe NOpYILEHHS PO3BUTKY OpraHi3My 3apaxoBy-
10Th A0 JAHOI FPYIH, BIKOBOIO CKJIALy 0OCTEXEHHX, PO3Mi-
py Ipyny, TPUBATIOCTI CIOCTEPEKEHHS 3a JaHHM PETiOHOM,
reorpadivHHX 0COOIHBOCTEH PErioHy, TEXHITHOTO OCHAIIEH-
HA MEIMYHHX YCTaHOB, COLiaJbHO-TeMorpadiunoi xapak-
TepucTukH [1, 10, 16].

PerynapHuii aHani3 OTPHMaHHUX JaHHUX JO3BOJIAE KOHT-
PONIOBAaTH CHTYaLLilO, i Y BUNIAAKY 30UTBILICHHS YaCTOTH BalH
B 4aci (4acoBi TpeHH) 260 B MEBHOMY PETiOHi (BHABICHHS
KJacTepiB) HEOOXiHO AETaNbHO NPOaHAi3yBaTH CUTYALII0

Ta6Gnuysa 1. CTopoxosi peHOTUNN B HOBOHAPOAXKEHUX

4(7) -

3 METOIO 3’ACYBaHHA MPHYHH 3MiH. OCHOBHUM (hOoHOBHM
MOKa3HMKOM IPH aHalli3i € 6a30Ba YacToTa Pi3HUX YpOLKe-
HHX BaJl PO3BHTKY, IKa pO3PaxoBy€ThCs 32 1 pik a6o Aekinb-
Ka POKiB 3aJIeXHO Bifl KiTbKOCTi HapOKEHb Y PETiOHi.

OnHiero 3 mpobiieM, 1O OB’ A3aHi 3 BU3HAYEHHSAM piBHA
MYTaLiHOro NPOLECY, € BUABICHHA THX TeHETHYHHX NOAIH,
aHalNi3 AKHX € NPUAHATHUM. MyTauil B CTaTeBUX KIITHHAX
MOXYTb AaBaTH LinHH psajx GEHOTHIIIB, ale JHIIe OKpeMi 3
HHX 3aI0BOJIbHAIOTh BUMOT'aM, IO TIPEX’ ABIAIOTH MPH elli-
JIeMioJIOTiYHOMY BHBYEHHI MyTauiii [14, 20].

IcHye Kinbka METOOMYHHX T AXOiB A0 MOHITOPHHTY MY-
Tallifl y cTaTeBHX KIiTHHAX. [IPHHHATHHM IO MPaKTHYHOTO
3aCTOCYBAHHS € CIIOCTEPEXEHHS 32 iHANKATOPHAMH (eHO-
TUnaMy. Y 1iif IKOCTi po3riIsaaoThCs ULTIO0H, Ges3rmiaHi 3a
GionoriyHUMH TpUYHHAMHM, QeTansHa CMepThb, OCOGIHBO
paHHi, Ta cropoxoBi @enorunu [25]. Jo ocTtaHHiX Haine-
3KaTh KJIiHIYHI OPYILIEHH, [0 BHHHKAIOTH CIIOPaIHYHO, AK
HACHIJOK Jii OMHOTO BHCOKOIIEHETPAaHTHOTO MYTaHTHOTO
reHa. BoHH MaloTh aBTOCOMHO-JOMiHaHTHHH abo 34eruie-
HHH 3 X-XpOMOCOMOIO THII YCIIaAKyBaHHS, ONHAKOBHH i Xa-
paKTepHHUi IPOAB, MO0 POGHTH MOXIIMBOI NiaTHOCTHKY 3
MiHiManbHUMH noMunkamu. CTopoxoBi ¢eHoTHITH, obpaHi
JUISA peecTpallii, MOBUHHI CIIOCTEpiraTucs B MOMyMALii 3 mo-
MiTHOIO YacToToro. HapomkeHHs iHANBIAIB i3 TAKUMH O3Ha-
KaMH B KJIHIYHO 30POBHX OaTbKiB O3HAaYaTHME MYTaMilo,

AxoHgponnasis

ﬁﬁggg?cbanocunnanmnm, Tv]n | (CUHaApoOM 10120 Q-87,0
ﬁg:;gi:;:)ocwnnanmmﬂ, T™Mn V (cuHgpom 10160 Q-87,0
AHipigis isonboBaHa 10 260 Q-13,1
CvHgpoMm Bypa 11930 Q-87,0
KnehpokpaHianbHa aucnnagais 11960 Q-74,0
KoHTpakTypHa apaxHogakTunin 12105 Q-65,0
Xsopo6a KpyaoHa 12 350 Q-87,0
Cunppom EEC 12990 Q-87,0
CwHapom Xonta — Opama 14 290 Q-87,2
Cuugpom Tpuiepa — KonniHsa 15450 Q-87,0
Cunapom Mebiyca 15790 Q-87,0
CnapxoBwniA OHIX0apTPo3 16 120 Q-65,0
Okynosy6onasnbuesuii CUHAPOM 16 420 Q-87,0
HepockoHanuii octeoreHes, Tun | 16 620 Q-78,0
MonicuHaakTunia npeakciansHa, Tun IV 17 420 Q-70,4
WinnHa kucTi i/abo cronu Tvnosa 18 360 Q-71,3
CnonginoenidisapHa cnaaxoea aucnnasisa 18 390 Q-77,7
TaHaTodpOpUHHaA KAPNUKOBICTb 18 760 Q-65,0
e o S
HeyTpuMaHHs nirMeHTy 30830 Q-73,0
Poronanbuenuuesunit AU30CTO3 31120 Q-75,4
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wo BHHMIVIA de novo. Beaxaerbes, mo Gmu3eko 80 % ycix
XPOMOCOMHHX aHOMalliif, fiki € NeTaibHUMK a00 HepenIko-
IDKAIOTh PO3MHOMEHHIO, T2 GiH3pKo 20 % MOHOTEHHHX XBOPOO
€ HacJIiIKoM MyTalli#i de novo B cTareBuXx KiiTuHax [2, 8, 13].

Pa3oM 3 THM BHCHOBOK IPO MyTareHHe MOXOMXKEHHS BH-
[ajKy ypomkeHoi naroiorii Mae 6yTu po3pobienuii 3 ypa-
XyBaHHAM MONUIMBOCTI CIIAAKOBOI 3yMOBIIEHOCTI Ta TEPATO-
TeHHOTIO BIAMBY [24].

ITpu BUGOP] iHAMKATOPHUX CTaHIB MOXHA KOPHCTYBATH-
cs nopaxamu BOO3 [12], 110 pekoMeHIYIOTh peecTpariio B
HOBOHApPOIKEHHX OKPEMHX CUHAPOMIB (Tabi. 1). V Toii xe
9Jac HeoOXiAHO 3a3HAYMTH, IO i CHHAPOMH 3YCTPi4al0ThCA
JOCHTB PIfIKO i 3arajioM CKIaJaloTh HE3HaYHY YaCTHHY Ma-
TOJNOTiI.

VY cnocrepexeHHi 32 HOBOHAPOMXKEHUMH BUKOPHCTOBY-
FOTh TaKOX i30/1b0BaHi YPOMXKeHI BaJu MYJIbTH()AKTOPHOTO
HOXO/DKEHHA 31 3HAYHOIO CEPENOBHIIIHOK KOMIIOHEHTOH0 [ 11,
19],.mo sxux HanexxaTh aHeHLedaniA, CIHHHOMO3KOBa I'PH-
xa, MinTKHHa ry6u i/abo migHeGiHHA, penyKiiiiHi Bagu
KiHUIBOK, MONiAaKTHJIif, aTPe3ist CTPaBOXOAY 1 aHyCa Ta MHO-
HHHI YPOMXEHi BalH — CIIONYYEHHs i30bOBaHUX Ba,
JAOKaIi30BaHUX y JBOX i Oiiblue CHCTEMax opraHi3My i He
IHAYKOBaHHX OAHH OJHUM [29].

OxpeMo BUALIAIOTH XpOMOCOMHI CHHIpOMH: JlayHa (TpH-
comis 21), ITaray (tpucomia 13), Exsapaca (Tpucomis 18),
Jlexena (cuaapoM Sp). Xoua 3’ ABIAIOTECA CBiIYEHHA TOTO,
1o xsopoba JlayHa GinbIro0 Miporo MOB’A3aHa 3i CIAJKO-
BHMH IeHETHYHHMMH MOPYIHEHHAMH, IO CHOTOIHI 3araibHo-
NpuHHATa AyMKa, mo Gan3bko 90 % BUMaakiB CHHAPOMY
BHHHKAIOTh SK HOBI ITOIIKODKECHHSA, TOMY CHHIPOM MOXeE
OyTH IHIMKaTOpOM MyTareHHoi aii cepenoBuia. Ti x cami
CTOPOXOBi (PeHOTHNH HEOOXiHO BPaXOBYBAaTH 1 B MEPTBO-
HapOIKEHUX NiTeH.

Tabnuys 2. BigpaneHi Hacnigxu reHeTUNHNUX NOPyLeHb

Knunuveckue nexyuu

Pa3oM 3 THM HeOOXiZHO 3BEPHYTH YBary, IO BEACHHs
TEHeTHYHOTO MOHITOPHHTY 32 iHIMKATOPHUMH YPOIKEHHU-
MH aHOMAJliiMH JIMIIIa€ M03a YBarokl PeleCHBHI MyTauii.
I'eHeTHYHA reTEPOreHHICTh CHHAPOMIB, OCOOIUBOCTI 1X Tie-
HETPAaHTHOCTI # EKCIPECHBHOCTI MOXYTh YCKJIaIHIOBATH
MOHITOPHHT. J]J19 ciocTepe)xeHHs 3a BiIaJIeHUMH HaC/TijKa-
MH T€HETHYHHX NOPYILEHL PEKOMEHAOBAHI HACTYIIHI NaTo-
norigHi cranu [9, 27] (tabun. 2).

JloninbHO TaKkoK BpaxyBaTH reMoginiio A (KinacHuHy)
Ta remodiiiio B (xBopo6a Kpucrmaca). I3 cTopoxoBHX myx-
JIHH PEKOMEHIYIOTh CIIOCTEepiraTé 3a 4acToron Hedpo- i
pETHHOGIaCTOMH.

Hlono deranproi cMepTi, Ha CHOrOAHI B Ykpaini 4o paH-
HBOi ()eTaTbHOI CMEpTi 33apaxoByIOTh MUMOBLIBHI BHKHIHI
10 22 tuxniB recranii [1,. 15]. OckijnbkH MHMOBLILHI BH-
KHJHI 10 12 THXXHIB recTanii B OCHOBHOMY IIOB’A3aHi 3 aHO-
ManiIMHi XpoMocoM [29], BOHH MOXYTb CAyTYBaTH AKiICHAM
Ta MIBHUJKO PEAryloudM iHAHKATOPOM FeHETHHHOrO BILTHBY
(axTOpiB HABKONHIIHBOTO CEPEJOBHILIA.

IIpu upoMy Takoxk HEOOXiZHO BPaXxOBYBaTH pe3yIbTaTH
abopTiB 32 reHETHYHHUMH TTOKA3aHHAMHM NPEHaTalbHOI Aia-
rHocTHk#. TumM Ginbiue, mo B YkpaiHi € JOCTATHBO PO3BHHY-
TOI0 CHCTEMA NPEHATAIBHOTO YIbTPa3BYKOBOIO CKPUHIHTY
BariTHUX. Ane HeoOXi[HO aM’ATaTH PO Te, IO CIIOHTAHHI
BHKHJIHI MAIOTh [IEPEBAXHO F€HOMHI i XpPOMOCOMHI OPYLIEH-
HA i He MOXYTb CIYTYBaTH iHIMKAaTOPOM TeHHHX MYTALliil.
HenonikoM CIOHTAHHMX BHKUIHIB, AK IHAUKATOPHUX (eHO-
THIIIB, MOXXHa BBAXXaTH TAaKOX TPYIHOIL, [TOB’43aHi 3 iX pee-
crpauiero. ClIOHTaHHI BHKUIHI Ha PaHHIX TEPMiHAaX BariTHOCTI
HE PEECTPYIOTHCS | B3arasii MOXyTh GYTH He IIOMiueHi KiHKOIO.
ToMy 11 GUIbLI TOBHOTO BpaxXyBaHHs MOAiM, TOB’A3aHAX i3
MYTareHHOIO JIi€l0 CepeNOBHIIa, 6aXaHO MaTH TaKOXK PeecT-
pH Oe3IUTiAHYX (32 PI3HUMH IPHYMHAMH) IUTIOOIB, 3 AKHX 1A

Amenorexes 10450 Q-77,0
EK30CTO3 MHOXUHHUIA 13370 Q-65,0
di6bpoaHa aucnnasis KicTok )
nporpecusHa 13510 Q ?8'1
CvHapom Mapdana 15470 Q-87,4
MioToHiuHa gncTpoois 16 090 Q-650
Henpogdibpomaros 16 220 Q-85,0
MonikicTo3 HUPOK 17 390 Q-61,9
Monino3 TOBCTOrO KMLLIEYHMKA, N

™n | (ciMeiHnii) 17510 Ao »85,@
oninoa TOBCTOro KULLIEYHMKE, . LaR R

Tnn Il (cunapom MeidTua — Erepca) U - | : Q., 85('8 SR,
foninos TOBCTOro KMLWEeYHUKa, S ap o

Tun il (cunppom MpaHepa) 17530 Q-85.8 t !
Ty6epoanuit cknepos 19110 o ’ 'Q-85,1
Cuxppom Finnens — Naxpay 19330 .. . o Q-85,8
Cunppom Banpepbypra 19350 Q-87,0
M’a3oBa auctpodist (Tun JoweHHa) 17331020 0 ‘ , Q-65,0
CwHapoM MapriHa — Benna . 30995 . e , Q-87,0
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Knunuveckue nexyuu

BHpILIEHHA 3aBJaHb N€HETHYHOIO MOHITODHHTY BHIiIATH
YacTKy nuno6iB HEBCTaHOBNIEHOI etionorii [21].

OCKiNTbKH BBaXa€eThCs, 110 MPH JOCHIAKEHHAX ypoa-
KEeHHX BaJl PO3BHTKY B HOBOHApOIKEHHX IepeBary ciig
HAaJaBaTH METOAY «BHMAaJOK — KOHTPONL», CTBOPEHI
«Kapra peecTpanii JHTHHHE 3 YPOIKECHOI aHOMATICHO» i
«Kapra peectpanii 3n0posoi goHomeHoi AuTHEN». CTBO-
PEHi TaKOX ONMMTYBAIBHHKH /I BIBYEHHSH YaCTOTH Ta
NpHYHH BHHUKHEHHA BENankis Gesmumignocri («Kapra
peecTpanii 6e3nnigHoro 1MII06Y») Ta MEMOBIIBHOTO Tie-
pepuBanHs BariTHOCTi («KapTa peectpanii MUMOBINBHO-
ro BUKHAHA»). KapTi MaloTh HacTynHi po3zinu: BizomMocTi
PO ANTHHY, 3araibHi BiXOMOCTI IPO MOAPYX KA, KOHTAKT
31 IKiTHBUMH aKTOpaMH, IIKiUIHBI 3BHYKH, CTaH 340-
poB’s (okpeMo 1A Marepi i 6aTpka). OkpeMi po3xinu
NPHCBAYEHi FIHEKOIOTiYHOMY aHaAMHe3Y i 0COOIHBOCTAM
nepe6iry naHoi BariTHOCTI.

Posgin «BigoMocTi npo AuTHHY» (IpeiCcTaBleHHi B
«KapTi peecTpauii JUTHHH 3 YPOIXKEHOK BafoO» Ta
«Kapri peectpanii 3nopoBoi JOHOMEHOT THTHHHY)
MICTHTh MHTaHHA, IO JO3BOJISNIOTH, OKPIM AiarHO3y BajH,
JIaTH BiATIOBiAb Ha MMTAaHHA MIOAO iHIIHX aCIEKTIB ii 310-
poB’s — Maca Tina, HasBHicTh ABO- au Rh-konnikTiB,
acdikcii Tomo. ITuTaHHA, MO BKIIOYEHi 10 IBOr0 po3xi-
ny, MaiiXke aKCiOMaTH4Hi, i iX BaX/IHBICTh He MOTpebye
0COONHBHUX AOKa3iB.

3aranbHi BiIOMOCTi PO MOAPYXKA MEPUIUM PATKOM
BKJIIOYAIOTh Bik GaThKiB ITiJi 4ac HApOIKEHHS TUTHHH, TOMY
IO %K IOHHUH, TaK i Ginbw crapumii Bik Moxe GyTu dakTto-
POM PH3HKY HapOJKEHHA JJUTHHH 3 YPOIKEHOIO NaTONIOTIEI0
[25]). V xiHOK MoNOAOrO BiKy 9acTillle PO3BHUBAIOTHCS ILIa-
LEHTapHa HEOCTATHICTh, 3arpo3a lepepUBaHHs BariTHOCT,
aHeMis, iX JITH MaloTh TEHAEHI(II0 1O HU3HKOI BaI'd, MaloTh
6inbm HH3BKi MOKAa3HHKM 32 WIKaJX0W Amrap i T.iH.
CMepTHICTB cepel AiTeif, HAPOIKEHHX IOHHMH MATEPAMH,
y 2,5 pa3a nepeBMIIy€ aHaJIOTI9HHI IIOKA3HUK Cepel AiTeH,
HapOMKEHHX JKiHkamMH 6inbm crapmoro Biky. IOHi Marepi
NOPiBHAHO 3 MaTepaMH 25-29-piuyHOro BiKy MarOTh BHIIHMI
Ha 11 % pu3HK HapOIKEHHA JUTHHH 3 YPOIKEHOIO aHOMa-
Ni€10, BUIMH y HUX 1 PU3HK MHMOBIJILHOTO NE€pEPHBAHHS
BaritHocTi [23].

Mix THM a1s YKpaiHu HapoKeHHs AiTed IOHUMH Ma-
TEpAMH NepepocTac B MpobieMy — KOXHa YeTBepTa M-
THHA Y BENHKHX iHAYCTpiaIbHUX MICTaX HapOJKEHA MaT-
ip’to came Takoro Biky. Bigomo Takox, 1o B Marepi nicns
35 pokiB miABHIEHA YaCTOTa PI3HOMAHITHHX XPOMOCOM-
HHX abepaliit, y ToMy uncni Tpucomiii xpomocoM. Haaro
1oHu#A (10 19 pokiB) i 6inbm crapmmit (micus 40 pokis)
Bik MOxe 6yTH ¢akTOpOM PH3HKY y BUNAAKY MHMOBiIL-
HOTO BUKHIHA. Y pasi 6e3miifHoro moby BHpilIanbHy
POJIb MO3XE BiZlirpaTH CTapIUHii Bik ApyXHHH. Baxiusoro
€ HaliOHAaJBHICTE 6aThKIB, OCKIIBKH MOKa3aHHi 1i 3B’ 1-
30K 3 Macol HOBOHapomxeHoro [14] i cMmeprHicTIO He-
Mot [15].

Icuye 3B’430K Mi CyMICHICTIO KPOBi Marepi i mnoga
3a cucteMoio ABO, pesyc-¢akropoM i 4acTOTOI0 BUHHK-
HEHHS JesKMX BUAIB HATONOTI{, y TOMY YHCII i 3BHYHHM
HeBHHOWYBaHHAM [23]. Jlo yBaru GepyTh Takox Bifo-
MOCTi MONO CONianbHUX NUTaHb, AKi MOXYTb OyTH CyT-
TeBHMH (PaKTOpaMH, IO BIUIMBAIOTH HA MOABY MATOJIOTii
B 'HOBOHApO{XeHHX [25], RanpukiIaA piBeHb OCBITH
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6aThKiB, TOMY IO Lie#f MOKa3HHK BILUTHBAE HA MaTepiaib-
Hy 3abe3nedeHicTs ciM’i i, 0TXKe, Ha JOCTYNHICTb i AKICTH
MEIHYHOTO0 OGCIyroBYBaHHS, IO B CBOIO YEPry POGHTH
BHECOK y NMOKa3HHKH 3J0POB’S HOBOHApOIKEHHX NEepH-
HaTaJbHOTO TepioAy. BianoBins Ha mMUTaHHA Npo Miciue
HapOIKEHHSA 6aThKiB JO3BOJIAE BH3HAYNTH MINIOOHY AMC-
TaHMIIO TOAPYXXKA, 1[0 JOMOMOXE OLIHHTH BIUIHB ayT-
6pHIMHIY Ha BUHHKHEHHS T€HETHYHOI ITATONOTii B KOHK-
peTHiit momynauii [17, 18].

Hap3BuyaifHO BaXJIHBUM € NHTaHHA [P0 KOHTAKT 3i
mKiuHBHMH (akropamu. Illo cTocy€eThCs MIKIIMBHX 3BH-
YOK, TO BOHH PO3IOBCIOIKEHI, y TOMY 4HCIHi i B YKpaiHi,
cepen HaceNeHHsA HaCTiIbKH, IO Haci koM Moxe OyTH no-
IIKODKEHHA TEHETHYHOTO anapary K COMaTHYHHX, TaK i
cTareBuX KiiTHH. HeszamepeunnM € TeparoreHHuit Ta KaH-
LIepOreHHMH BILUTHB KypiHHS 1 BXXHBAaHHA ankoromo [4, 7, 28}

IcHy10TB OKa3H BIUIKBY CTaHy 310pOB’A MaTepi Ha ii
penponykTuBHy ¢yHkuiio Ta Ha muin. IIpu sicrasnensi
CTaHy 370pOB’S AiTeH, AKi HADOAWIKCA BiJl MaTepiB i3 ex-
CTpareHiTalNbHHMH XBOPOGaMH, Ta 3MOPOBHX BHSABIEHO,
IIO B TPYITi XBOPHX BariTHUX y 1,5-2 pa3u Ginkie aiteit
i3 ypomxeHHMH anoManismu [15]. IloeaHauHs rinexono-
TiYHOI Ta eKCTpareHiTanbHOI MaToNOorii Ja€ TepaToreHHHI
edekt aii Ha mnig. Oco6nMBO TAXKKI BaJH BUKIHKAKOTH €H-
JOKPHHHI NMOpYymICHHA (30KpeMa, IyKpoBHii miaber), ue
3yMOBJHIOE 1 BECOKY NIEpHHATaJbHY CMePTHICTH (y 10-12
pas3 BHILY, HiX Bifi 370poBux MarepiB) [27]. [liaGeTnyna em-
6piomnaTis MPOAIAETHCSA KOMIUIEKCOM YPOIDKEHHX aHOMAUTiH,
3 axkux 37 % npunaaTh Ha aHOMaJi KiCTKOBO-M’430BOi
CHCTEMH, 24 % — Ha TIOpOKH cepus i cyanuH Ta 14 % — Ha
BaJH LICHTPAJbHOI HEPBOBOI CHCTEMH; YacTo 3ycCTpida-
JOTBCA €(PEKTH PO3BUTKY CEHOBOI CHCTEMH. YPOIKEHi
aHoMaJii B IiTeH Bil MaTepiB i3 1yKpoBHUM AiabeToM cno-
cTepiraloTecs B 6 % BUNAAKIB.

TokcHko3 mix Yac BariTHOCTi BIIMBA€ Ha QYHKI{IOHAND-
HHH CTaH IUIAlEHTH Ta IUTALICHTapHHH KPOBOILUIHH (3aTpH-
MaHHA i nopynieHHs Audys3ii KMCHIO), i Ui MOPYIIEHHS IpH-

* 3BOAATH J10 rinokcii oy [1]. Mix tiM, 3a JaHKMH HayKO-

BHUX JIOCIiJXKeHb, KOXXHA TPETA XKiHka B YKpaiHi BCTymae B
penpoayKTHBHHH IEPioA i3 HPOABAMM Ti€l 4H iHIIOT eKCTpa-
reHitaibHoi narosnorii [1, 15].

Benuke 3Ha4CHHS Ma€ Bara Marepi B IPeKOHIENIiHHO-
My nepiofi Ta mia yac BariTHOCTI. Tak, XKiHKH 3 HaJIHIIKO-
BOIO Barolo MaloTh MaiDke BABiYi BUINMI PH3HK HAPOLHTH
IDHTHHY 3 aHeHUedaicio a0 CITHHHOMO3KOBOIO TPHXEIO,
HK JKIHKH 3 HOpManbsHOW Barow. JKiHKH AK 3 HaaIHIKO-
BOIO BArolo, TaK i 3 AyXe 3HHXCHOI Barol BTPavYanTh
3AaTHICTDb 3aBariTHiTH, 30KpeEMa IIpH acTeHii — dJepe3 npu-
NHHEHHA MEHCTpyalbHoi yHkuil [21].

V¥ cydyacHMX ymMoBax 0coOnMBOro 3Ha4eHHA HabyBaloThb
XPOHIYHI Ta rocTpi iHGeKIiliHi 3aXBOPIOBaHHA 10 Ta Mif 4ac
BaritHOCTI. Tax, Bipyc kpacHyxu B 50-90 % Bunmaxis 3axso-
PIOBAHHA € NPHYMHOI0 (POPMYBaHHSA YPOMKEHHX aHOMAii.
YacToTa i AKOIOCh MipoI0 CHelH(iYHICTh YPOIKEHHX aHO-
Matiff 3anexarth Bix gacy iHQikyBaHHSA: nepul 4 THXHI —
YPOIXeHi BaM PO3BHUTKY crocTepiraioTeca B 90-100 %
T101iB, ynponosx 4-8 THxHiB — y 50 %, ynmponosx 8—12
TIKHIB — 10-15 %. Haiiuactime ypaxaioTscs o4i, cepue,
OpraH CITyXy, MEHIII 9aCTO — KICTKOBa CHCTEMa, LIEHTpaNTbHa
HEpBOBA CHCTEMA Ta inmmi opranu [22]. MoxyTs 3ycTpivuarHca
MHOXHHHI BaJi PO3BHTKY Ta BalH CEPLEBO-CYIMHHOI CHCTe-
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mu. ITpu ingixyBansi B I-II TpHMecTpax BariTHOCTI BHHMKAE
pybeonapHa deronaris, sxa MPOSBIAETHECA BHPAXEHOIO TiMoT-
podiero roaa, TPOMOOIUTONEHIYHOIO ITyPITYPOIO, aHTIOMATO-
30M Ta IPOAYKTHBHO-HEKPOTHYHHMH NPOLIECAMH B MEYiHLi,
JIETeHAX, FOJIOBHOMY MO3Ky. TpeTHHa HOBOHApONXEHHX
BHACNIiJOK LbOr0 NMOMHpPA€E Ha MEpLIOMY POLi XKHTTA.
Kpim Toro, 6nu3bko 16—-18 % BariTHOCTei, mo nepe-
6iratoTh Ha (OHi 3aXBOPIOBaHHJ Ha KpacCHYXy, 3aKiH-
4YIOTHCS CIOHTAHHUMU abopTamy 260 MEpPTBOHAPOKEHHSI-
mu [5, 25].

Bipyc uuroMeranii He Tak 4acTO BUKJIHKA€e aHa-
TomiyHi aHoManii (y GinpnIocTi BUNAAKIB BiH € IPHYH-
HOIO MHMOBINTbHHX BHKHIHIB), 32 BHHATKOM KOCHX ITa-
XOBHX rpux y xnomgukis (1o 79 %). IIpu ypomxeni
UTOMeTanoBipycHiit iHpekuii 6nusbko 10 % HOBOHa-
POMKEHHX MAIOTh 3HAYHI HEHPOCEHCOPHI MOPYIICHHS.
€ CcBiYEHHA NpPO BUHHKHEHHA YPOIXKEHHX Aedextin
BHACJIiJOK [IepEHECEeHHS BITPAHOI BiCIIH Mix yac Barit-
HoOCTi. AHOMaii BKJIIOYaJH BaJH PO3BHTKY O4Yeil, MO3-
Ky Ta rinomiasiio kinuisok [28].

YacTka Airelt i3 ypoakeHHMH aHOMAXisIMH, HAPOX-
KEHHX MaTepsMH, AKi Mif Yac BariTHOCTI MepeHec]H
rpum, cknagae 2,5 % [1]. Bka3syiorts, mo Mmaiixe Bci HO-
BOHApOMXKEHi, MaTepi AKUX 3aXBOpiJM B mepuii Micsaui
BariTHOCTI CHLIICOM, TaKOX OyaH XBOpi Ha L0 iHpEK-
uito. IIpu nenikoBaHoMy cuinici 25 % miaonie rTHHYTH
BHYTPIIIHBbOYTpoGHO i 25-30 % NOMuUpaoTh Ha MEPIIHX
THXHAX XHTTA.

Tokconnaszmo3Ha iHpeKLid € OHIE€I0 3 BATOMHX NPH-
YMH MHUMOBITBHMX BUKMAHIB Ta Oe3nmigHocti. Tokco-
IJTa3MO03 MOXe BHKIMKATH ypolkeHi Bagu B 40 %. Jani
JiTepaTypH CBif4aTh, IO It€ 3aXBOPIOBAHHA MOXE CIIpH-
ATH BHHHKHEHHIO cHHApoMy [layna [23]. Ty6epky-
1bO3HA iHEKLiA CNPHYHHAE BHHHKHEHHS 6e3IUTiAHOCTI
MaiXe B TPETHHH XBODHX.

Bigomo, mo cepex MEPTBOHAPOAIKEHUX XiTeH YpPOXR-
»KeHi Bajii 3ycTpiyaloThca yacrimie. YacTka XpoMoCcoM-
Hofi naronorii B HUX ckiajgae 5-10 % [5, 29]. Ium 3y-
MoBIIeHe cTBOpeHHs «II0BiIOMIIEHHS NPO3EKTYPH Mpo
BHABJICHHS YPOAXXEHOI aHOMaJIii B TOMEpIioi B IEpHHa-
TaJILHOMY NepioAi AMTHHH 200 eNiMiHOBaHOTO IIIOKAY,
siKe MOBHHHO 3allOBHIOBATHCS IIaTOJIOrOaHATOMOM IIDH
PO3THHI MEPTBOHAPOIKEHHX Ta XHBOHAPOMKEHHX IO-
MEpJIHX JAiTeH, AKIMO BOHH MalH YpOJIXXEHi BalH po3-
BHTKY. Bkazane «IloBigoMieHHS» MIiCTHTh NMACIOPTHi
AaHi, OCTaTOYHUH MOBHMH JiarHo3 Ta BiJOMOCTI IpoO
36ir NaToJ0roaHaTOMIYHOro JiarHo3y 3 XiarH030M Heo-
HATOJIOra YM MiarHO30M IiJ Yac yIbTPa3ByKOBOTO A0C-
MiJKEHHA.

OTtxe, npobieMa reHeTUYHOT NATONOTii B CydacHi#
KJIiHIYHIH# neniaTpii € Ayxe akTyaapHOW, i 6a30BUMH
JOCHIIXEeHHAMH B L[if 061acTi € MOHITOPHHIOBI JOCIi-
JKEHHA YaCTOTH Ta CTPYKTYPH YPOJ)KEHHX BaJ PO3BHT-
Ky B HOBOHapOJXEHHX HiTEH.

OuiHIOI0YH pe3y/bTaTH NPOBEAEHHA T€eHETHUHOTO MO-
HITOPHHTY, He00XiJHO B nepily 4epry BiA3HaYHTH Horo
3arajbHy AHCHMIUIIHYIOYY PONb IUis JiKapiB IMpaKTH-
HOI Mepexi, IO NpaliolTh Y NpobiieMi penpoayKTHB-
Horo 3x0poB’1. KpiM Toro, cnocrepiracrbes nmiaBHINEH-
HA iX 3aranbHoi 06i3HaHOCTI 3 NMHTaHb MEIHYHOI TeHe-
THKH i NPOQiNaKTHKH YPOIKEHOI Ta CIIaXKOBOT NATONOT 1.

Knunuveckue nexyuu

ITpoBenenHs reHEeTHYHOrO MOHITOPHHIY B PErioHi
JacTh MOXJIMBICTh OLiIHHTH FreHETHYHI XapaKTEePHCTH-
KH MOMyNgNii i BRIIOYHTH B IpodinakTHYHI 3aX01H KOM-~
NOHEHTH TIEPBHAHOI crenudiunoi mpodinakTHKH.
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TEHETUHMECKWUIA MOHUTOPUHT
YACTb II. IPOBAEMbl MOHUTOPUHTA BPOXKAEHHbBIX
NOPOKOB PA3BUTUS

T.B. CopokmaH, C.B. CokonbHuK, M.T. HIyAsiK

BYKOBUHCKMIA rOCYAQDCTBEHHLIN MEANLIMHCKIAA yHUBEPCHTET,
r. YepHosLbI
Pe3stome. B paGote 060611IeHEI AaHHbIE INTEPATYPBI OTHOCHTENHHO
npo6ieM MOHHTOPHHTA BPOKACHHBIX TIOPOKOB PasBHTHS.
KawoueBble clioBa: BpOXIACHHBIE MOPOKH pa3BUTHA,
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GENETIC MONITORING
PART Il. PROBLEMS OF MONITORING OF INNATE DEFECTS
OF DEVELOPMENT

T. Sorokman, S. Sokolnik, M. Gingulyak
Bucovinian State Medical University,
Chernivtsi, Ukraine

Summary. In work literatures are generalized given in
relation to the problems of monitoring of innate defects of
development.

Key words: inherent defects of development, monitoring.




