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Ile 3 gaBHIX YaciB JIOJACTBO HAMarajioch 3pO3yMiTH 3arajgkoBe
SBUIIEC HAPOJKCHHS Ta PO3BHTOK IIOJAWHU, a TaKOX 3 sCyBaTH
NPUYUHY BUHWKHEHHS PI3HOTO POy XBOpoO, sKi HE MOIIHA
CIPOTHO3YBaTW HAWBUAATHILI JiKapi MUHYIOro. I3 po3BUTKOM
TEHETUKH ITiIBUIITABCS PiBEHb 3HAHB PO XBOPOOH, B TOMY YHCIII 1 TIPO
CITaJIKOBI 3aXBOPIOBAHHS T4 METOMIH iX JIiKyBaHH [1].

BHaciigok 30UIbIIEHHS HETaTUBHOI il JIFOACHKOI HISIIBHOCTI,
AKTUBHOTO BTPYYaHHS JIIOJUHA B HABKOIUINHE CEPEIOBUIIE
BiIOYBAETHCS 3HUIICHHS CKOJIOTIl 1 IMIBWINCHHS PIBHSA MYTaIiiHOL
MIHJIMBOCTI opraHi3miB. MyTamii, 110 BUHUKAIOTh CHOTOJIHI B THX YU
IHIIMX TOMYJIALISAX JIFOJICH, MPU3BOAATH JIO MOMANBIIOTO 30UTHIIICHHS
piBHSI BUHUKHEHHS MTaTOTCHHUX 3aXBOPIOBaHb [4].
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OpHi€l 3 HAHOLIBII aKTyaJdbHUX MPOOJEM Cy4acHOI MEIUYHOI
FeHETUKH € BU3HAUEHHS €TIoNOrii 1 IaToreHe3a  CHaiKoBUX
3aXBOPIOBaHb. XPOMOCOMHI XBOpOOM — BeNMKa TpyHa BPOIKEHUX
CHAaJKOBHX 3aXBOPIOBaHb, II0 BHHUKAIOTh BHACIIZOK aHOMaii
KUTBKOCTI /200 CTPYKTYpH XpPOMOCOM JIIOJMHH 1 CYIPOBOIKYIOTHCS
MHOXMHHUMH BaJlaM{d pO3BUTKY. L[ATOTeHEeTWYHI 1 MOJEKYILIpHI
JOCHTIDKEHHSI MaroTh BHCOKY JIarHOCTHYHY iH(GOPMATHUBHICTH 1
LiHHICTP TpU PO3B'A3aHHI IIi€i MPOOJIEMH, OCKIJIBKH XPOMOCOMHI
aHoMaiii 3ycTpidaroThCs 3 4acToTor Bim 4 mo 34% mpu pi3HHX
cnaakoBux cuHapomax. [laTonoriyni eQekTn XpoOMOCOMHHUX MyTarii
OPOSIBIISIIOTECS] HA BCIX CTaZisIX OHTOr€HE3y, B TOMY YHCIHI i Ha piBHI
raMeT, BIUIMBalOYM Ha ixHe ¢opmyBaHHia. OCHOBHI e(deKTH
XPOMOCOMHHMX aHOMAiH TPOSBIAIOTHCS Y BHUTJSAAI JICTATBLHOCTI Ta
BPOKEHUX Bald PO3BUTKY. KIliHIYHI MpOsSBH 32 XPOMOCOMHHX
HOPYIIEHb CIIOCTEPIra0THCS 3 HAPOIXKEHHS 1 HE MaIOTh IIPOrPECy0vol
Iii, TOMYy TIpaBWJIBHINIE HA3WBaTH I[i CTaHW CHHIPOMAaMH, a HE
3aXBOPIOBAHHAMU. [2, 5]

Haiiuactime cepes XpoOMOCOMHHX 3aXBOPIOBAHb 3YCTPIYa€ThCA
TpUcOMis 3a 21-10 TTapor0 XpOMOCOM, SIKa OTpUMaiia Ha3By CUHOPOM
Hayna i xapaktepusyeTbes Kapiotunom 47,XX,21+ abo 47,XY,21+.
Yacrora cepen HoBoHapopkeHux miteit 1 : 700 — 1 : 800 i 3amexuthb
Bix Biky matepi. [licis 35 pokiB y MaTepi CyTTEBO 3pOCTa€ 4acToTa
HapODKEHHS IITEH 3 MaTOJIOTi€0, a y Bili 45 poKiB BOHA CKIIAIae
1:12. CriBBifHOIIICHHS XJIOMYHMKIB 1 IiBYaTOK cTaHOBUTH 1:1. Brepire
cuaapoM Jlayra OyB ommcanuit y 1866 porli aHTTHCHKAM JliKapeM
John Landon Down, ane npu4mHa 1I-0T0 CHHAPOMY Oyiia 3’sicoBaHa y
1959 poui Lejeune. IIpuunnoro cuaapomy JlayHa € HEPO3XOIKECHHS
J0 MPOTHJICKHUX MOMIOCiB B aHadasi meio3y 21 mapu xpomocom. B
pe3ynbTaTi raMeTd (SHIeKTiTHHa abo CIepMaro30in) MaTUMYTh 22
a6o 24 xpomocomu. Haituacrime (y 80 %) y 3amnigHeHHi Oepe ydactsb
KiHoua siTermiThHA 3 24 xpomocomamu, y 20 % - cnepmaTosoin 3 24
xpomocomamu [2, 3]. MoxiuBa TpaHCOKalliiiHa (GopMa CHHIPOMY
Hayna (5 %). Kapiotun npu usomy 46,t(15921q). Y xBoporo
IUIIIoigHUKA Habip XpomocoM, ane Mopdonoris iX mopymeHa.
Bunukae s ¢popma, sk paBUiIo, BHACTIJOK TpaHCuoKamii 3aiiBoi G21
xpomocomun Ha DI15. TpancnokamiitHa ¢opma cuHmpomy Jlayna
(eHOTHIOBO HE BiApi3HAETbCs Bix KiacuuHoi Tpucomii 21. Ilossa
JaHo1 MaToJIOril He 3aJeXHTh BiJ BiKy OaTbKiB, i 0aTbKU MPU LBOMY
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MOXYTh OyTH ()EHOTHIIOBO 3JOPOBUMH HOCISIMH TpaHCIOKamii (45, -
21,+t(15g21q). JlrogmHa, MmO € HOCIEM TpaHC JIOKamii, 37aTHA
nponykyBaTH 4 TuUOHM TameT. BHacmigok NO€IHaHHS HOPMAalbHOI
raMetd Moxe yTBoputucs 4 Tumu 3uror. OpHa 3uUroTa HE €
JKATTE3ATHOIO, 3 1HIMHX TPHOX (46,15+; 45,21-; 45,15-) omna 3urora
MOXE€ PO3BHHYTHCS Y TpaHCIOKaiiHy (opmy cunapomy [layHa
(46,+t(15921q).Omxe, y ocib i3 30a1aHCOBAHOIO TPAHCIOKALIEIO €
BUCOKHUH PHU3MK HAapOIKEHHS AWTHUHM 3 TPAHCIOKALIHHOIO (OPMOIO
cuanapomy Jlayna (1:3) [5].

Cunopom Eosapoca — 1ue Tpucomis 18 xpomocomu, IO
XapakTepu3yeTbes Kapiotunom 47,XX, 18+ abo 47,XY,18+. Yacrota
BuHUKHEHHSA 1:5000 — 1 : 7000 HOBOHapOmKeHUX. CITiBBITHOIICHHS
XBOPHX XJIOIMYUKIB Ta JiBYaTOK AopiBHIOE 1:3. JliTH 3 TpHUCOMI€EIO 3a
18-10 XpOMOCOMOIO HYacTillle HApODKYIOThCA y CiM’1, ie cepeaHiil Bik
Marepi gopiBHIOE 32,5 poku, a Oarpka — 35 pokiB. [ kKiHOK
crapmux 45 pokiB pU3UK HAPOAUTH XBOPY AUTHHY cTaHOBHUTH 0,7 %
[5]. Ipuunam nepeBakaHHsI XBOpUX JIBYaTOK HeBimoMi. Brepiie neit
curapom OyB onmcanuii y 1960 poui Edwards. [Tpuunnoro cunmpomy
€ HEPO3XO/PKCHHA B aHadasi MeWo3y A0 MPOTHIICKHHUX IMONIOCIB 18
napu xpomocoM. [litu 3 cuagpomom Exnsapaca (90 %) BMupaioth Ha
MIEPIIIOMY POIIi KUTTS, OUTBIIICTh Y 1—3 MicsIli BHACTIIOK YCKIIAHEHb
Bil MHOKMHHHX BaJ PO3BUTKY: acdikcii, ITHEBMOHIii, KHIIKOBOI
HETMPOXITHOCTI, CEPIEBO-CYAMHHOI HemocTaTHOcTi IHmI  pigko
JOXHUBAIOTh 10 JBOPIYHOrO BiKY [2, 3].

Haitbinbm Baxkkoo (GopMoOr0 3 yCiX XpOMOCOMHHUX aHOMAJIH €
cunopom Ilamay — Baxke XpOMOCOMHE 3aXBOPIOBAHHS, MPH IKOMY Y
nalieHTa HasBHA JOJAATKOBA KOIisl XpOMOCOMH 13 1 XapaKTepu3yeThCs
kapiotuniom 47,XX,13+ abo 47,XY,13+. Yactota 3ycTpiuanbHOCTI
cuaapomy Ilaray cepen HoBoHapomkeHux Bix 1 : 15000 mo 1 : 29000
(cmiBBigHOomenns crateit 50% : 50%). Haseuaicte y miTeit 3
cuapomoM [latay BakkMX MHOKMHHHX BaJ PO3BHUTKY 3YMOBIIIOE
HECTIPUSATIMBHNA MPOTHO3: 95 % 3 HUX BMUPAIOTH BIPOJOBXK MEPIIOTO
POKYy JKHTTS. YacTo TpaIuIfiOTbCS BUMAAKH BHYTPIITHBOYTPOOHOT
cMmepri wioxa [3, 5].

ToMy MeTOl0 JOCHiIKEHHs Oyno BHU3HAYUTH JAWHAMIKY
Hapo/LKEHHS niTel 3 cuHapomamu Ensapiaca, Ilatay ta JayHa y
XMenpHHIBKIHM 00macTi 3a 2017-2021 pp.

Jns BUBYEHHS CTaHy 3arajbHOi HapOMKyBaHHOCTI AiTed Ta
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OiTeld 3 BaJaMH PpO3BHUTKY CIyryBaja CIiBOpansd 3 JiKapsMH-
renetukamu Jlonmroeum B. B. Tta Jlyowak I M., a Takox
BUKOPHUCTOBYBaNX AaHi ctatuctuuHoro Bigainy KII «XwmensHULBKUR
MICBKHI NepuHaTanbHuil nentp» XMP, amOynaTopHi KapTKU IiTei,
saKi Hapomwiucs 3 cuHmpomamu Ilatay, Exsapaca ta Jlayma y
XwmenpHuBKiH o6macti B 2017-2021 pp.

VY xozi aHami3y OTpuMaHuX JaHUX Oyio BUsiBIEHO, 1o 3a 2017
—2021 pp y XMmenbHUIBKIH o0nacTi Hapoamnocs 50475 miteid, 3 HUX —
26032 xmomuukiB (52%) Ta 24443 nisumaku (48%) UYactora
HapOJDKEeHHS IiTe 3 Tpucomismu 3a 13, 18 Ta 21 Xxpomocomamu
cra”oBuia 0,1% cepen )KUBOHAPOIKEHHX.

I3 curnpomom EnBapca 3a meit mepion Hapommiocs 12 mitei, y
9 3 HUX ITUTOTEHETUIHO OYJIO IMiITBEPIKEHO MOBHY TPHCOMIO, ¥ 3 —
Mo3aiuHy ¢opmy. HoBoHapomKeHHX 3 YacTKOBOIO TPHCOMIEIO
BusiBiiecHO He Oymo. Cepenm 45 mitet 3 cmHmpomom JlayHa 3rimHO
IMATOTCHeTUYHUX aHali3iB y 39 miteir Oyia moBHa TpucoMis, y 4 —
Mo3aiyHa ¢opma, y 2 — TpaHciokauiiHa ¢opma. Y 2-x
HOBOHAapOKEHHX  AiTed 3  cuHapomoMm Ilatay  meTomom
IIATOTCHETUYHOTO TOCITIIKEHHS OyyIa BUSABJIICHA TTIOBHA TPUCOMISL.

Y xoxmi aHamizy aHaMHECTHYHI JaHi BUSBWIH, IO OCHOBHA
yactuHa (38 mopoxinb, 64%) mnpumagae Ha OaTbKiB, SKi He
BiTHOCATBHCS 10 TPYIH PU3HKY 32 BIKOM IIIOI0 HAPOKEHHS TUTHHH 3
TPUCOMIEFO.
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