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AHoOTAaUifA. B YkpaiHi cnocmepieaembcsi SMEHWEeHHST Kiflbkocmi OUmMsiH020 HacesieHHsl ma 3Ha4yHe 3p0CMaHHs 3aX80po8aHoCMi.
BodHouac HeyxurbHO 36irbuWyembCs KinbKicmb nepedyacHo HapooXxeHUX 0imeli ma HO8OHapPOOXEHUX i3 HU3bKOI 8a20t0. Kpim moeo,
ceped rpuyuUH 3axgoptosaHocmi ma cMmepmHocmi dimel paHHbLO20 8iKYy 8idMidaromb MeHOEHU0 3pOCMaHHs 4acmomu 8POOXKeHUX
aHomarid, deghopmayit, xpoMocoMHUX abepauit. ToMy 8HympiwHb0ympobHUl pPo38UMOK MO0y BUKITUKAE 3aHENOKOEHHS
nediampuyHoi criinbHomu. Ha ocHoei pe3yrnbmamig nikysaHHs ma diazHOCMUKU 3p0obrieHO 8UCHOBOK PO KIliHIYHI ocobrugocmi
OOHOWEHOI 7-micsiYHOI digHUHKU 3 Oeneujeto 18 XxpoMOCoMU, a MakoxX rnpoaHanizoeaHo 0aHi 3 BUKOPUCMAaHHAM MowyKogux 6a3
PubMed/Medline ma Google Scholar. bibniocemaHmuy4Huli Memo0d sukopucmaru 015 3’sicy8aHHs1 iHghopmauii ujo00 cy4acHo2o
ys81eHHS PO 8pO00XeHi sadu po3eumKy ma ixHi giddaneHi Hacnioku. Bukopucmanu maki Kno4osi criosa: «8po0dxeHi eadu
PO3BUMKY», «XPOMOCOMHI abepauii», «dumsiya 3axeoprosaHicms i cMepmHicmby. Memoto cmammi € y3azanbHeHHs1 ocobnueocmeli
8po0xeHUx ead po3sumky, cheHomuny npu Oeneuii 18 xpomocomu & dimedl, HadaHHS iKapr MpakmMuyHoi iHghopmauii uodo
opeaaHi3auii ducrnaHcepHo2o criocmepexeHHs. Y oumuHu 3 Oeneuieto 18 xpomocomu diaeHOCmosaHO 8pPOOXeHY 8aldy cepus
(mempada ®arnrio), idpouechanito, cmeHo3 Mid’a3UK08020 MPOCMOPY, WITYHKOBO-CMPagoxiOHUl pegritoKc, 20Cmpy MHE8MOHIto,
einompogpito, wo eidnosidae daHum 0251510y nimepamypu. 51K npasusio, nayieHmu makox cmpaxoaroms 8i0 HedocmamHocmi
2yMoparibHOI ma KiimuHHOI f1TaHOK iMyHHOI cucmemu. Tomy iHgbekuii, 30kpema sipycu ma bakmepii ycknaOHomMb 3az2anbHull
cmaH OumuHu. KniHiyHi o3Haku rnopyuweHs 18 xpomocomu € pisHumu U abu 3pobumu 8UCHOBOK PO 3aX80PH8aHHS, HEObXiOHO
rocmitiHo criocmepieamu 3a hbeHomunamu. 3azanom OumuHa 3 8POOXKEHUM MOPYUWEHHSIM nompebye nidmpumMKu XUummeoisibHOCMI,
CUMMMOMamUYHO20 JliKy8aHHS, naniamueHoeao 002s0y. [epcrnekmuesu nodanbuwux O0CiOXKeHb nosns2aoms y nowyky memodie
paHHbOI OiagHOCMUKU ma MexaHi3My 3arobicaHHs1 8pOOXKEHUM aHOMasTisM.

KnrouoBi cnoBa: dimu, epodxeni eadu, 18 xpomMocoma, XpoMocoMHi abepauii. Hig, iMyHomepanisi, 3axe0Po8aHHs UeHMpPaIsibHOI
ma nepughepuyHoi Hep8osoi cucmemu, iMyHobionoziyHi npenapamu.

Bctyn

[ntaya 3axBOPHOBaHICTb — BaxnimBa npobrnema cucremm
OXOPOHWM 300POB’A Ta negjiaTpii, Wo 3anexuTb Big 6aratbox
MEeOUYHUX Ta HEMeOUYHUX YMHHUKIB. CoLianbHO-eKOHOMIYHI
NOTPSACIHHA HEraTMBHO BMNMBAKOTb Ha NMOKA3HWKN 340POB’A
HaceneHHsa Ta YMCernbHICTb ANTAYOI nonynsAuii 3okpema.
B YkpaiHi cnoctepiraetbcsa CTilika TEHAEHL IS 3HWXEHHSA
KinbKocTi anta4oro HaceneHHsa Big 7990,4 Tuc. giten 0-17

Ynpoposx 2013-2017 pokiB yacTka BPOKEHUX Baf
po3BUTKY, AedopMaLlii Ta XPOMOCOMHMX aHOManin cepen
YCbOro HacerneHHsi Takox 3poctana (Big 0,38% no 0,42%)
[18, 20].

Y po3pisi CBITOBUX AaHMX LWOAO MOKa3HWUKIB 300pOB’s
JiTelt BpookeHi aHomanii pa3om i3 GinkoBo-eHepreTM4YHoO0
HeJoCTaTHICTIO Ta XBopobamu, siki acoLitooTbes i3 Aiapeeto,

pokiB 2013 p. fo 7615,6 Tuc. — 2017 p. Ta Big 7091,9 Tnc. go
6003,0 Tnc. —Big 2018 p. go 2022 p. BignosigHo [18, 22, 28].
BogHouac BigmivyaeTbcs 30iNbLUEHHST YaCTOTU HAPOOKEHHS
MarnoBaroBux Ta HegoHoweHux giten (5,8% manosaroBux
i 5,2% HepoHoweHnx HemoBnaT y 2018 p. npotn 6,1% Ta
5,5% BignosigHo y 2022 p.) [22]. Taka TeHOeHUis Binobpaxae
npo6remy BHYTPILUHLOYTPOBGHOIro PO3BUTKY NSoAa, BNivMBae
Ha nepebir HeoHaTanbHOro nepiogy B ManbyTHbOMY Ta
MNMOBIPHI nepuHaTanbHi BTpaTh. OCTaHHIM 4acom CyTTEBO
3pOCTae 3axBOPHOBAHICTb Cepe AOHOLLEHUX Ta HEAOHOLLEHMX
aiten, 3okpema Big 130,1%0 y 2018p. oo 183,6%0 y 2022p.
cepef AoHoleHnx HemoBnaT Ta Big 818,3%0 Ao 841%o
— ceped HeJoOHOLWeEHUX. Y CTPYKTYpi 3aXBOPHOBAHOCTI
HEBMUHHO 36iNbLUYETLCS KaTEropis BPOMKEHUX aHoMarniin,
Aedopmalii Ta XpOMOCOMHUX MNopyLueHb: Big 24,02%0 0o
33,7%0 ynpofoBX BkazaHOro nepiofly 3 TEMMOM MpUpPOCTY
40,3%. LLlono 3axBOpOBaHOCTI B AiTEN NEPLIOro POKY XUTTS,
TYT TE€X BigMIYaETLCA PiCT BpoAXeHux aHomaniv Big 39,5%o
00 41,03%o 3 npupoctom 3,9% [22].

y BiLi 0O 5 poKiB € TArapem HerneTanbHUX 3aXBOPKOBaHb
3rigHo 3 mobanbHot ouiHkoto BOO3 ctaHy 300poB’s
HaceneHHs [14].

BopHouac MobGanbHe gocnigkeHHs Tarapsi XBOpoo
(Global Burden of Disease Study - GBD (2019) Bigmivae
BM/IMB Pi3HUX YMHHUMKIB HA DOPMYBaHHS MOKa3HMKa POKIB,
BTpayeHuUx 4epes iHBanigHicTb (disability-adjusted life
year — DALY) y giTen MONOALIOro BiKy, cepef SiKux € Hu3ka
iH(beKUiHMX 3axBOpPIOBaHb (30Kpema BPOMKEHMI cndirnic),
AKi 34aTHI BNMBATM Ha BHYTPILHBOYTPOOHNA PO3BMTOK
nnoga ta nopyLysartu oro [11].

Oani nobanbHOro gocnigxeHHa Taraps xBopob
(GBD) putauoi nonynsauii lNiBgeHHo-CxigHoi Asii Ta
3axigHo-TrnxookeaHCbKOro perioHy nokasanuv noLmpeHicTb
HeiHeKLiNnHNX 3axBOploBaHb, IXHIO YacTKy cepepn NpuyvH
anTadoi cmepTHocTi (34,6%) Ta DALY (Big 49,8% 1o 65,1%)
BiAnoBiaHo. MNMpnyoMy HOBOYTBOPEHHS, CepueBO-CYyaUHHI
3aXBOPIOBAHHA Ta NCUXIiYHI po3naan Oynu HawyacTiwmMm
HeiHeKUiiHMMKN 3axBOPIOBaAHHAMM B AiTel i3 42 kpaiH
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BkasaHux perioHis [30].

[na €Bponencbkoi AUTaY0l Nonynsauii TeX xapakTepHe
NOWMNPEHHS HeiHdEeKUiMHNX 3axBOpPOBaHb, 30KpeMa
HOBOYTBOpPEHb Ta MCUXIYHMX PO3NaAiB, CepLeBO-CyaNHHUX
3axBOpoBaHb Ta XxBopob Lwkipw [13].

Tomy rnobanbHa iHibiaTnBa 36epexXeHHst i NOAOBXKEHHS
OYiKyBaHOI TPUBANOCTI XUTTS Ta 3400pOB’a AiTelt mae byTtn
ckepoBaHa Ha 6opoTbOy i3 xBOpoHamm HeoHaTanbHOro
nepiogy AUTAYOro BiKy, MaTEPUHCHKMMU 3aXBOPIOBAHHSAMM,
po3nagamMu xapyyBaHHS Ta 3a 6e3neyHe I YucTe 4OBKinms
[13].

Monpu NO3nTUBHY AMHAMIKY 3MEHLLEHHSI MaItoKoBoi (40
5 pokiB XWUTTS1) cMepTHOCTI y cBiTi Big 9,65 mnH y 2000 p.
0o 5,05 MrH y 2019p., € 3poCTaHHs 4acTKn HeoHaTanbHOl
cmepTHocTi Big 39% po 48% BignoBigHo, cepen MpuUynH
SIKOI pecnipaTopHi iHdeKLii, 3aXBOpIOBaHHS, acoLinioBaHi i3
fiapeeto, BpoOXKeHi Baan po3BuTKy Ta manspis [12]. Omxe,
NUTaHHA AiarHoCTMKM Ta Bepudikauii BpoaXXeHnx Bag pos-
BUTKY € aKTyanbHUM NS MEeAWYHOI CrinbHOTK Ta noTpebye
daxoBoi MixancumnniHapHoi guckycii. MixHapoaHa
cTatucTMYHa knacudikadis xsopob Ta npobrem, nos’a3aHnx
3i 3gopos’am 10-ro nepernsagy Mictutb knac XVII — BpogpkeHi
Baau po3BuUTKy, AedbopMalLlii Ta xpomocomHi aHomanii (Q00-
Q99), 3rpynoBaHi 3a aHaTOMIYHOIO Nokanisavjieto.

Memotr cTaTTi € y3aranbHeHHSA AaHuUX daxoBoi
niTepaTtypu 3 NUTaHb BPOLKEHWX Baj PO3BUTKY B AiTeW
Ta NpeACTaBMEHHS KMiHIYHOro BMMNaAKy 3aXBOPKBAHHS,
acoLiioBaHOro i3 XpoMocomHow abepauieto, HagaHHs
nikapsaMm npakTU4YHOI iHdopMauii wono opraxisauii
CNoCTEpEXeHHs Hagani.

MaTepianu Ta meTtoau

[nsa nowyky iHbopmMauii Ta BUBYEHHSA Cy4aCHOro
nornsgy Ha BPOMAXEHi Baau PO3BUTKY Ta ixHi BigaaneHi
Hacnigkn Bukopuctanu 6ibniocemMaHTUYHUIA MeToa Ta
peTpocnekTUBHUIA aHani3 icTopii xBopobu nauieHTa 3
BepudiKkoBaHUMN Bagamu po3BuTKy. OnpaLboBaHi HayKoBi
Dkepena B Takux 6asax gaHux: Pub Med/Medline Google
Scholar. bynu 3acTocoBaHi KMYOBi CNoBa: «BPOMAXKEHI
BaAu PO3BUTKY», «XPOMOCOMHI abepauii», «gntada
3aXBOPIOBaAHITb Ta CMEPTHICTbY.

Yci gocnimkeHHsa po3noyanu nicng oTpMMaHHS 3rogu
OaTbkKiB NayieHTa Ha y4acTb Y OCMIAKEHHI 3 AOTPUMAHHAM
nonoxeHb KoHeeHuii OOH npo npasa gutuHn. MaTepianu
JocnigxeHHa He cynepedatb MixHapogHOMY KOoAeKcy
meaunyHoi etnkn (1983) Ta 3akoHoAaBCTBY YKpaiHwu,
BiANoOBiAaTL OCHOBHUM GioeTUYHUM HOopMaMm [enbCiHCHKOT
aeknapadii, npuiiHaToi FeHepanbHOl acambrecto
BcecBiTHbOI MeanyHoi acouiauii, KoHseHuii Pagn €sponu
npo npaea noanHu Ta GiomeanumHy (1977).

Pesynbtatun. O6roBopeHHs

KniHiyHni BUNagok: 7-micsayvHa gisyunHka C. nepebysana
y BiagineHi peanimadii BAIT giten ctapworo Biky KHI
«BMKIT «LleHTp maTepi Ta AUTUHU» » Y BaXKKOMY CTaHi Yepes
COMaTU4HY Ta HEBPOMOriYHy cuMnToMaTtuky. OutuHa Big

nepLuoi goHoLweHoi (38-39 TuxkHiB) BariTHOCTI 3 Baroto 3300
r, HapoOyXeHa 3a JONOMOrOH KeCapeBoro po3T1HY, OLjiHKa 3a
wkanot Anrap — 6-7 6aniB Ha nepLwii Ta M'ATii XBUNMHAX
XuTTS. Mepebir BariTHOCTI OyB 3 OOTSHKEHMM aKyLLEPChKUM
aHaMHe30M: ManoBoaAs, NpeHaTanbHO AiarHocToBaHa
BPOMXXEHa Bafa cepus, Bif iHBa3MBHOI AiarHOCTUKN 6aTbku
BiAMOBMUIMCS. 3 MOMEHTY HapOOXKEHHSA ANTMHA OTpUMyBana
pecnipaTopHy MiATPUMKY 3acobamu LITYYHOI BEHTURALii
nerexb i3 napamepamu PIP — 20 cm Boa.cT., PEEP — 5 cm
BoA.cT., FiO — 30%, cnpobu ekctybauii 6ynu He edbekTUBHI.
Ha 15 goby »xunTTs1 6yna BUKOHaHa peHTreHeH4oBacKynsipHa
©anoHHa BanbByonsacT1ka krnanaHa nereHesoi apTepii 8 Y
«HaykoBO-NpakTUYHWUI MEONYHUI LeHTP AUTAYOT Kapaionoril
Ta Kapaioxipyprii». KniHiYHWIA AiarHo3: MHOXWHHI BPOAXEH
Bagu poO3BWUTKY: BPOJKeHa Baja cepusi: HeLOoMnoBOpOT
cepus; Tetpaga ®anno; 3milwaHUn CTEHO3 NnereHeBoi
apTepii; BUpaxkeHa rinonnasia knanaHa, ctoBbypa i rinok
NereHeBoi apTepii; BUpakeHa He4OCTaTHICTb TPUCTYIIKOBOIO
knanaHa; gedext mixwnyHo4ykoBoi nepeTtuHku (OMLLMT);
€QVHa niBa KOpoHapHa apTepid; BiAKPUTUIA OBanbHUI
OTBIp; BpPOOXEHa peKTo-BariHanbHa HOpPULS, MHOXWUHHI
cTUrMmn embpioreHesy, XiHo4Min ncesgorepmMmadpPoanNTU3M.
[Bob6ivyHa nNHeBMOHis, TpaxeobpoHxit, OH Il cTyneHs.
MepuHaTtanbHa eHuedanonatia. CUHOPOM MPUTHIYEHHS,
NOCTKOHUEeNTYyanbHWi BiK 41 TWXOEHb.

Takox BiAOMO 3 aHamHesy, Wo Yy Biyi 1 micaub i
10 gHiB 6yna npoBegeHa TpaxeoToMis ANA Kopekuii
CTeHOo3y Nia3B’sA3K0BOro npoctopy. Y Biui 2 micaui i 2 AgHi
BUKOHaHa (pyHAaonnikauis 3a HicceHoM 3a nokasaHHAMU
racpoesodaranbHo-pedntokcHa xBopoba Il ctynens. Y
BiLi 6 micAuiB NnpoBedeHa onepaTyBHa kopekuis OMLLUM,
TpaHCaHynspHa nracTuka BUXIAHOrO TpPakTy MpaBoro
wnyHouka. lig yac onepaTuBHOro BTpyyYaHHda Oyna
TUMEKTOMIS1.

OuTtuHa Gyna KMCHEeBO3anexHoK Ha anapaTHOMY
ONXaHHi.

MpoBeneHO HM3Ky 3aranbHOKNIHIYHMX, BakTepionoriYHunX,
BioxiMi4HNX NabopaTopHNX Ta iHCTPYMEHTaNbHUX AOCTIIKEHD
324151 YTOYHEHHS COMAaTUYHOTO Ta HEBPOJIOTiYHOro CTaTycy
OUTUHW.

Y 3aranbHoMy aHanisi kposi: remornobiH — 123 r/n,
eputpoumTtn — 4,05%1012/n, KonbopoBuit nokasHuk — 0,91,
nerikountn — 12x109 /n, nevikocdopmyna: n/a 4%, c/a 78%,
M 3%, n 18%, e1% LWOE — 14 mm/rog, Tp. 384,7x109
/n, nevikouutapHui iHgekc (11l) popisHioBae 0,05, wo
BignoBigano pegepeHTHNM 3Ha4YeHHAM BiKOBOI HOpMU. Y
3aranbHOMY aHanisi cevi BUABMEHO: KOMip — CONMOM’siHO-
XOBTUIN, NPO30PiCTb — cnabko-myTHa, nenkountn — 2-3 B
noni 3opy, enitenin — 1-2 B noni 3opy, 6inok — cnigm, Lykop
— He BusIBNeHo. 3aranbHuii 6inipy6biH — 7,62 mMkMonb/n,
HenpsMui — 6,67 mkmonbe/n, npamun — 0,95 mMkmonb/n,
3aranbHuin 6inok — 58,3 r/n, kpeaTuHiH — 97,6 MKMOnb/n,
ce4voBuHa — 9,5 Mmonb/n. 3a pesynbTatamu kapioTunyBaHHs
BCTaHOBIIEHO XIHOYMI KapioTun 3 AeneLieto B OBromy nnevi
xpomocomu 18 B cmy3i q21.2 (4acTkoBa MOHOCOMISl JOBrOro
nneya xpomocomu 18).
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JNucyHeusb O. B., Oiguk H. B.

BakTtepionoriuHe gocnigxeHHs GiomaTtepianiB AUTUHN
(naBax eHOoTpaxeanbHOI TPYOKM, XapKOTUHHSA, Ma30K i3 3iBY)
niarHoctyBarno Ent.cloacae, KI. pneumonia, S. epidermidis.

EnekTpokapgiorpadis: BupaxeHa cMHycoBa Taxikapaid
ycc 150-160 3a xBunuHy. EnekTpuyHa Bicb cepus pisko
BiaxmneHa snpaso, PQ 0,09 c, rinepTpodia npasoro
nepegcepas. KombiHoBaHa rineptpodia LWAYyHOYKIB,
noMipHi MeTabonivHi 3MiHK B MioKapAi. ABuLLa eneKkTPUYHOI
anbTepadii komnnekcy QRS.

Exo-KI" dppakuis Bukngy — 45%, giactonivyHa gncdyHkLisa
npaBoro wryHo4ka. PewwyHTyBaHHs ML giameTpom 1 mm.
Ckug niBo-npaeuin. CTeHo3 NiBoi rinku nereHeBoi apTepii
piameTpoM 2 MM. CUCTONIYHWUIA TUCK Y NPaBOMY LLITYHOYKY
43 MM pT.CT. Y nnesparnbHii TOPOXHWHI Ta Nnepukapai piavHn
Hemae, iHTpanepuToHearnbHO — 3Ha4Ha KinbKiCTb.

Herposisyanisytodi gaHi B guHamiyi ceiguymnun npo
BeHTpukynogunatadito -1l ctyneHs, wo nporpecye,
rinepTeHsinHo-rigpouedansHnin CMHAPOM 3 O3Hakamu
o6CTpyKTUBHOI rigpouedanii, cteHosom IV wnyHouka. 3a
OaHUMK MarHiTHO-pe30HaHCHOi Tomorpadii ronoBHOro
MO3KY LUYHOYKM pO3WmnpeHi, AedopmMoBaHi, nepegHi
poru 60koBuMX LUMYHOYKIB — Ao 1,4 cm, Tina — go 1,8 cm, lll
LWnyHo4oK — o 1,6 cm, IV wnyHoyok — o 0,9 cm. BupaxkeHuin
TpaHceneHanMarnbHUn Habpsik.

HeBponoriyHuii cTaTyc: Ha ornsg HeraTMBHa emoLinHa
peakuisi, cumntom ["pedre NO3NTUBHUIN, BENMNKE TiIM’'SSYKO Ha
PiBHI KICTOK Yepena, HanpyxeHe, po3mipom 2 CM Ha 2 CM.
Cynomu BifACYTHI, pyxOBa akTUBHICTb Ta TOHYC Y KiHLiBKax
3HWXKEHi. 3aTpMMKa CTaTO-MOTOPHOMO PO3BUTKY, AUdy3Ha
M’si3eBa rinoTOHis.

ComMaTnyHui cTaTyc: LWKipa i BuamMMi cnv3osi — 6nigo-
POXEBIi, YNCTi; enacTUYHICTb 36epexeHa, Typrop 3HXeHWHN,
NiLKIPHO-XMPOBa KIiTKOBMHA PO3BMHEHa HEeJOCTaTHbLO.
[nxaHHA XOpPCTKe, CyXi XpUnu Hag YCi€lo NOBEPXHE
ayckynbTauii. TOHW cepusa — 3BYYHi, CUCTONICHWUIA WwyM Y I
Mixpebip’i 3niBa Big rpyanHU. HUXKHIN kpali neyviHkv BUCTYnae
3-nig pebepHoi ayru Ha 2 cM, roCTpuUiA.

Y Biyi 7 micsauiB antuHa nomepna. NataHaToMiYHWI
giarHos:

OCHOBHWIA:

XpoMoCOMHa naTornoris: geneuisa 18-i xpomocomu B
[OBromMy nrevi B cMysi g21.2 (4acTkoBa MOHOCOMISl JOBrOro
nneva xpoMocomu 18) 3 MHOXXVHHUMW BPOPKEHUMIW Bafamum
PO3BUTKY:

1. CepuLeBO-CyAMHHOI CUCTEMU: HEQOMOBOPOT Cepus,
noABiliHe BiAXOOXXEHHS BENUKUX apTepil Big npaBoro
LWyHOoYKa, TeTpagHui Tun nigaoptansHuid Tun OMLUM.
KnanaHHWI CTEHO3 nereHeBoi apTepii, BUpaxeHa rinonnasis
KrnanaHiB fereHeBoi apTepii, €AvHa niBa KOpoHapHa apTepis,
BiOKPUTUIA OBanbHUI OTBIp, CTaH nicnsa onepadin 6anoHHoT
BanbBYOMMAaCTUKM KnanaHa fiereHeBol apTepii Ta Kopekuii
TeTpagn ®anno, BEHTPUKYNOTOMII TpaHCMypanbHOI
NNacTUKN BUXIQHOIO TPaKTy NiBOro LUyHOYKa.

2. HepBoOBOi cucTemMu: BHYTPIiWHSA BpoOAXeHa
rigpouedanis Ha cTagii cybkomneHcalii.

3. lnxanbHoi cMcTeMu: CTEHO3 NiA3B’'I3KOBOro NPOCTOPY

(onepauisa TpaxeoTomis).

4. lLInyHKOBO-KMLUKOBOI CUCTEMU: racTpoe3odararnbHui
pedntoke Il cT. (onepauis cdyHgonnikauis 3a HicceHom),
eKTonis aHyca.

YcKknagHeHHs: rocTpa cepLeBa HeOCTaTHICTb; ABOGIYHA
3acTiiHa GakTepianbHa nHeBmoHis, OHIIl cT.; 6inkoBo-
eHepreTnyHa HegocTaTHicTb Il cTyneHs (oediunt macu Tina
31,7%); 3aTpumKa CTaTo-MOTOPHOrO PO3BUTKY; BTOPMHHA
nakTasHa He[OCTaTHICTb.

CynyTHin giarHo3 — cybaTpodisi 30pOBOro HepBa.

[MpuynHa cmepTi — panToBa 3ynuHKa cepus, AUXaHHS.

OTmxe, BPOMKeHi Baay po3BUTKY —Lie MOPPOdYHKLOHaMNbHI
BiAXWNEHHS, CCHOPMOBaHi Ha eTani BHYTPIiLLHbOYTPOBHOro
PO3BUTKY OUTUHU, TICHO NOB’sAI3aHi 3 NaTONOrNYHMMMU
BNAMBaMu Ha a3y embpioHanbHOro po3BuTKy (nepLui 8
TWXHIB BariTHOCTi Ta paHHbOro cdetansHoro nepiogy (9-28
TWXHIB), SKi 3a3BMYail acouiloloTbCA i3 HECNPUATANBUMU
BigganeHnMn Hacnigkamy Ta MatoTb MynbTudakTopiansHe
noxomkeHHs. [poTe NeBHO MipOKo POpMYyBaHHS BPOAXKEHOT
BaJu PO3BUTKY OpraHiB i cCMCTEM 3anexuTb Big rameTonaTin
[1, 23]. 3miHK cnagkoBOro MaTepiany Ha piBHi NOCMIAOBHOCTI
HYKNEeoTUAIB HYKNeiHOBUX KMUCIOT (reHHi), nepebygosa
XPOMOCOM (XPOMOCOMHI) Ta 3MiHa KinbKocTi Habopis
XPOMOCOM (F€HOMHI) y rameTax AalTb MOWTOBX ANHA
MaHidecTauii reHoTUNOBUX Ta PEHOTUNOBUX O3HaK
BPOMXeHOI naTonorii abo 3arnbeni BHyTPiLLHbOYTPOOHO [3,
8, 25, 31].

lMpepcTtaBneHnn kniHiYHUIK Bunagok abepauii 18
XPOMOCOMM AEMOHCTPYE MaHidecTalito MHOXUHHUX Baz
PO3BUTKY, SKi 3peLUTO0 Manu fneTtanbHui Hacnigok. MNpoTte
AaHi ornagy nitepatypu 3acBig4vyloTb pi3Hi BapiaHTu
reHOTMMNOBUX Ta (PEHOTUMOBMX OCOBNMBOCTEN Y NaLlieHTiB
i3 natonorieto 18 xpomocomun. Taki gaHi € yikasumm 3
nosuuii AndepeHuianbHo-AiarHOCTUYHOIO NOLUYKY, OCKiNbKU
pi3HOMaHITHa noniMopdHa KriHiYHa KapTUHa 3aXBOPIOBAHHS
y AiTe HeoHaTanbHOro, rPyAHOro Ta PaHHLOrO BiKYy MOXe
cTtatn npobnemoto Ans Bepudikauii HO30morii Ta noyartky
nikyBaHHA. Onuc KniHiYHMX NposBiB nepebiry 3axBoptoBaHb
HEMOBNAT Ta AiTel paHHbOro BiKy CMPUSAE CTaHOBIEHHIO
KNiHIYHOrO MUCTIEHHSI.

3asBuyan y LIMPOKIN MeOUYHINn ChinbHOTI naTonoris
18 xpomocomu acouitoeTbes i3 cuHapomom EaBapca — ue
TPUCOMisi XPOMOCOMM, LLIO NPOSIBASIETLCA BafamMmn PO3BUTKY
rofloBHOrO MO3KY, CepLs, NEreHiB Ta OnopHO-PyXOBOro
anapary, IXHsl XUTTe3aaTHICTb obmexeHa [4].

[1lpoTe NMeHeTpaHTHICTb Ta eKCNpPeCcuBHICTb reHiB 18
XPOMOCOMU 3YMOBIOOTL BUpPaxXeHicTb MaHidecTauil
KNiHIYHMX NposBIB Big MiHiManbHUX abo iXHbOI BiACYTHOCTI
A0 3aXBOPKBaHb i3 BaXXKMMW MHOXWHHMMMK Bagamu
po3BuTky [2, 5]. KinbKicTb MOTEHUiIAHUX XPOMOCOMHUX
abepalii maixe HeCKiH4eHHa, TOMY KIiHiYHi O3HaKu
cTpokaTi, WO YyCKNaaHE CUHAPOManbHUWA ONuUC,
XapakTepHUI Anst 0AHaKOBOI reHeTUYHOT eTionorii 3a
3aMOBYYBaHHAM. BuaBneHi xx cMMNTOMU B KOHKPETHOro
nauieHta 6yayTe pesynbTatoM neBHOI KOMGiHaUil reHis,
TOMY aKTyanbHUM € NepcoHicikoBaHU Nigxig 40 onucy W
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OL|iHKM BUpaXXeHHs1 Baf, po3BuTKy [6]. OnncaHo 3aranom 196
reHiB nuwie Ha KopoTkoMy nnedi 18q xpomocomu, Wo fae
nigcTaBy MposABNATUCS (DEHOTUMOBUM O3HAKaM Yy Pi3HUX
HecneuundivyHmx KoMbGiHaUiax: BpOMXeHi Bagu cepusa Ta
HUPOK, MiIXypOBO-CEYOBIOHWUI pedritoke, 3MiHM Mopdornorii
KICTOK, MigfliTKOBMI igionaTMYHUIA CKONIO3 AMCMIENiHI3auito
LeHTpanbHOI HEPBOBOI CUCTEMU, 3aTPUMKY MOBIEHHS,
iHTenekTyanbHy HeOOCTaTHICTb, po3nagu HacTpoto,
rinonnasito MO30N1CTOro Tina, aTpesito BYLUHOI pakoBUHM Ta
BMCOKOYaCTOTHY HEPOCEHCOPHY NPUrMyXyBaTiCTb, NOMinos,
HicTarm, cuHgpom [MiTTa-XonkiHca, 4ediunT ropMoHy pocTy,
KOCOOKICTb, aToniyHi po3nagu, gediunt IgA, yonosiye
6e3nnigas —i Le BUKNWKaEe AiarHOCTUYHI TpyaHoLWi [7]. Takox
Taki nauieHT MOXyTb NOTpebyBaTV JONOMOr cTOMarorsora,
30KpeMa nikyBaHHSA Kapiecy 3y6iB Ta KOPOTKOI By3Aeuku
A3KKa, WO YTPYLAHIOE BUrO4OBYBaHHSA, PO3BMTOK MOBW Ta
Npu3BOANTbL A0 COMAaTUYHMX YCKNagHeHb [24].

3aranom geneuis 18 xpomocomu, onucaHa BrnepLue B
1963 poui, mae Ha3By cuHapom [e-Ipyui, 3ycTpivaetbca
1 pa3 Ha 10 TMC. HOBOHAPOAXKEHNX, ACOLIOETLCA 3 TAKUMMU
cTaHamu: 1) HeoHaTanbHi ycknagHeHHs — 74% Bunagkis,
cepeq HUX: TPYAHOLLi BUrogoByBaHHSA — 42%, pecnipaTopHi
po3naaun — 29%, xoBTaHuusa — 29%, rinornikemia — 10%; 2)
nopyLUeHHs1 M’A30BOro ToHycy — 84% BuNazakis, cepes HUX:
rinoTOHist cTaHOBUTL 71%, KOMOIHOBaHI NOPYLLEHHSI TOHYCY
— 13%. 3MiHM B HacTynHi nepioan XUTTa npeacTaBneHi
MOpYLUEHHSIMU MCMXOMOTOPHOro po3BuTKy B 100% Brnaakis,
naTororielo 30poBOro aHanizatopa (cTpabiam — 42%,
BpoaKeHa KaTapakta — 6%, nopyLUueHHs 30pOBOro HepBa
— 13%, acturmatuam — 29%, mionis — 13%, rineponia —
32%), cynoMHuMKn Hanagamu — 16%, aHomaniamm 3 6oky
LUHC — 31%, Hictarmom Ta nto3oMm — 6%, pedrntokcom
ractpoesodaranbHuii — 16%, kidozamu, ckoniozamu — 19%,
3akpenamn —32%, AediLmToM ropmoHy pocty —35%, 3okpema
naHrinoniTyitTapuamom — 6%, naTtonorieto WUTOBUAHOI
3anosn — 16%, sTpatot cnyxy — 22%, NOBOPOTHIMU
iHpekUuiaMn gnxanbHux Wnaxie — 61%, cepuesnmMu
aHomaniamu — 25%, aHomanismu nereHeBoro ctoBbypa
Ta AedeKToOM MiKLWAYHOYKOBOI NepeTuHKM, AOMOHHO-
NiJOLLOBHOK kepaTogepMieto Ta AndY3HUMN MNOPYLLEHHAMMN
6iroi pe4oBMHM rONOBHOIO MO3KY. AHOPEKTarbHi Baau cepen,
iHLLOro TakoX acoLitotoTbes i3 genedieto 18 xpomocomu [6,
9,10, 17, 19, 26].

Bapga po3uTky cepus B 3a3Ha4eHOMY KriHIYHOMY BUNaaKy
— ue TeTpaga dano, Wo € xapakTepHOK 0cobNUBICTIO AN
naujieHTiB i3 geneuieto 18 xpomocomum, CyTTEBO BNMBAE Ha
remMoguHamiky Ta nepegbadae HU3Ky HeraTMBHUX BigdaneHnx
HacniakKiB rinOKCMYHOro, 3acCTiNHOrO reHesy, siKi acoLiteTbCA
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CURRENT ISSUE OF CHILDREN’S CONGENITAL DISORDERS, LONG TERM CONSEQUENCES (LITERATURE REVIEW AND
CASE REPORT)

Lysunets O. V., Didyk N. V.

Annotation. There is significant rising of morbidity rate and decreasing amount among children population in Ukraine. In the same
time the count of preterm and low body weight newborns steady grow up too. Moreover, there is a tendency of a rising frequency
of congenital abnormalities, deformations, chromosome aberrations among the reasons of morbidity and mortality rate in toddlers.
That is why intrauterine development of the fetus couses concern by pediatrician society. The treatment and diagnosis outcomes
were applied to make conclusion about clinical features of the term 7-month-old girl with chromosome 18 deletion and the data were
analyzed using PubMed/Medline and Google Scholar databases too. The bibliosemantic method was used to find out of informa-
tion for the current view of congenital malformations and their long-term consequences. The key words were used: “congenital
malformations”, “chromosomal aberrations”, “childhood morbidity and mortality”. The aim of article is to summarize particulars of
congenital abnormalities, phenotype by chromosome 18 deletion baby, providing of physician with practical information regarding
organize follow-up. Congenital heart disease (Tetralogy of Fallot), hydrocephalia, stenosis of sublingual space, gastro esophageal
reflux, acute pneumonia, hypotrophya were diagnosed in the child with chromosome 18 deletion and it is correspondently to data
of literature review. These patients suffer from humoral and cells immune system insufficiency too. So that infections like viruses
and bacteria complicated general condition of the child. Clinical features of chromosome 18 deletion are rich it's necessary to
keep phenotypes sings to make conclusion about disease. Generally, child with congenital disorder needs support vital function,
symptomatic treatment, palliative care. Perspective of future investigation consists of a search mechanism of preventing congenital
abnormalities and methods of earlier diagnosis
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