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Pestome

MerTa. YcebiuHmii aHaAi3 XPOMOCOMHOI ITATOAOTII Ha OCHOBi BAQCHOTO BUSIBAEHHSI KAIHIYHOTO BU-
NaAKy piakicHoro cmHApoMy CmiT-MareHica y HOBOHaApOAXXEeHOI AUTMHM, pe3yAbTaTH SIKOIO MO-
XYTb Oy TV KOPVCHVMU AASL BUSIBAEHHS 1 ITPOGIAaKTUKI CITAAKOBYX 3aXBOPIOBaHb.

Marepiaan Ta MeToAM. Ha OCHOBI IIpOBEAEHOTO aHaAi3y AiTepaTypHMX AQHMX BUSBAEHO, IIO
KAiHiuHi Bunaaku piakicaoro (CMC) y HOBOHapOAXXeHOI AUTHMHI 3yCTpivaloThesl 3 YacToTolo 1 Ha
25000-1:15000. Llett cMHAPOM CIPUYMHSETHCSI XPOMOCOMHOIO TIepebyAOBOIO, sTKa BeA€ AO BTPATH BU-
3HAYHMX CEIMEHTIB OAHi€l Xpomocomu i3 17-1 mapm xpomocoM. BiAOyBaeThcs AeAelliss FeHeTUIHOTO
MaTepiaay B AiasHIl 17 xpomocomu (17p11.2), romy CMC inkoAn HasusaroTh 17p-cuHApoMOM. B Aa-
Hill poOOTi AASI TTIATBEPAKEHHS AlarHO3y 3aXBOPIOBAHHS BUKOPVICTAHO aHAAI3 KAIHIYHIX CUMIITOMIB
Ta AabOPaTOPHO-IHCTPYMEHTaAbHiI 0OCTeXEeHHsI, TOAOBHVMMU 3 SIKMX € IIMTOTeHeTHYHi (KapioTumy-
BaHHsI) Ta MOA@KYASIPHO-TEHeTUYHi METOAMN.

PesyAbTaTu oTpumaHi mpy AOCAIAXeHHi 610A0TiYHOTO MaTepiaAy KyAbTypU AiMdonnTis nepude-
piltHOI KpoBi AUTVHM, MaTepi i 6aThKa. B pe3yAbTaTi IMTOreHeTMYHOTO AOCAIAKEHHS AMTUHY BCTa-
HOBAeHO Kapiorumn 46, XY, del(17) (p11.2p11.2), To6TO YoAOBiUMiI KapioTul 3 iHTepCTUIIaABHOO
AEAEIIi€I0 B KOPOTKOMY IAedi Xxpomocomm 17 B Mexxax cmyru 17p11.2. Y martepi kapiotnm — 46, XX,
XPOMOCOMHIX aHOMaAill He BusiBA€HO. Y 6aTbka Kapiotwi — 46, XY, XpOMOCOMHMX aHOMaAill He
BUSIBA@HO. MOAeKYASIpHO-TeHeTHYHe AOCAIAKEHHsI AeMKOITUTIB KPOBi IIPOBEAEHO AASI BCTAHOBACH-
HsI HasIBHOCTI MiKpOAeAellili/ MiKpOAYTIAIKalliil y BiATIOBIAHMX AOKycax. Pe3yAbTaT AOCAIAKeHHS —
rsal7p11.2(P245) x1. BcraHOBA€HO IOPYIIIEHH: 6aAaHCY XPOMOCOM Y BUTAsIAL Aeaelii renis RAI1,
DRC3, LLGL1 B aAiasanmi 17p11.2, mo Bepudikye cuaapom CmiT-Marenica.

BucHoBKHM. B po60Ti IpOBEAEHO yCeCTOPOHHIl aHaAiI3 XpOMOCOMHOI ITaTOAOTIi Ha OCHOBi BAACHOTO
BUSIBAEHHsI KAIHIYHOTO BUIIAAKY piAKicHOro cumHapomy CmiT-Marenica y HOBOHapOAXKeHOI AUTH-
HI. AAS ITiAeCIIpsIMOBAaHOTO O6CTeXXeHH:I, Bepudikallii AlarHO3y Ta OILIIHKM ITPOsIBiB 3aXBOPIOBAHHS
BUKOPVICTAaHO A€TaAbHWII aHaMHe3, KAiHIYHI IIPOsIBYM, KOMIIAEKC AabOpaTOPHO-iIHCTPYMEeHTaABHIX
AOCAIAKeHBb, TOAOBHUMM 3 SIKMX € IIUTOreHeTHYHi (KapioTUITyBaHH:) Ta MOAEKYASpPHO-TeHeTHYHi
MeToAu. BukopucraHo 6ioaoriuHmii Matepiar KyAbTypu nepudepiiiHoi kposi (AiMdonmTis, Aeii-
KOIIUTIB) AUTHHM i 6aThKiB. Pe3yAbTaTi BCeCTOPOHHBOTO aHaAi3y XPOMOCOMHOI IIaTOAOTiI Ha OCHO-
Bi BAACHOTO KAIHIYHOIO BUIIAAKY piAKicHOro cmHApoMy CMiT-Marenica y AMTHHM HeOHaTaAbHOTO
IIepiOAY MOXXYTh IIPMBEPHYTH YBary AiKapiB IIePBMHHOI AAHKI AO BUBYEHHSI CUHAPOMIB CIIaAKOBMX
3axXBOPIOBaHb i IpU AMdepeHIliaAbHil AlarHOCTHIL NaIli€HTiB CKepyBaT! IX Ha MEAMKO-TeHeTUIHY
KOHCYABTAIIIO AAS ITUTO- Ta MOAEKYASPHO-TEHeTUYHMX AOCAIAXKEHb.

Knwouosi cnosa: cuaapom CMiT-MareHica, HOBOHapOAJKeHa AMTVMHA, XPOMOCOMHA MaTOAOTi s,
AiarHOCTHUKA, HUTO-, MOAEKYASPHO-TeHETMYHI MeTOAM AOCAIAKeHH 5T
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KAIHIYHI BUTTAAKI

BCTYN

XpPOMOCOMHI XBOPOOU JTIIONMHU BiTHOCATHCS 10 OJI-
Hi€l 3 BAXKJIMBUX MEIMYHUX 1 COLIAJIbBHUX MPOOJIEM IO~
ctBa. YacToTa iX pO3MOBCIOMKEHHS B TIOACHKIl MOMyJIsi-
ii ckimamae no 0,59-0,60 %. MHOXWHHI Baiy PO3BUTKY
B 30-32 % Bumnaakax rmos’si3aHi 3 XpOMOCOMHOIO I1aTOJIO-
ri€ro, a y CHoHTaHHUX aboptyciB —y 45-47 % Bumaakax.
XpPOMOCOMHI aHeyILIoiniil 3ycTpivaroThes y 38 %, Tpuco-
Mii — B 22 %, CTPYKTYpHi MepeGya10BU XPOMOCOMHOTO Ma-
tepiany — B 40 % BuUMaaKax, MPaKTUYHO GBI MOJOBHU-
HY CTPYKTYPHUX MepeOynoB 3aiiMaloTh CiMEHI BUTTAIKMU.
Came Bapia0OeIbHICTh KJIiHIYHUX MTPOSIBiB 3 BUALJIEHHSIM
MEeBHUX O3HAK B YPaXKEHUX JIIOAEH € BiIMiHHOIO y Pi3HUX
BiKOBMX Tepiofax XUTTs [1].

Ha ocHoBIi mpoBeneHoro aHamizy JiTepaTypHUX Ja-
HMX BUSIBJICHO, 1110 KJIiHIYHI BUITAJAKU PiIKiCHOTO CUH-
npomy Cmit-Marenica (CMC, Smith-Magenis syndrome)
Y HOBOHAPOIXKEHOI JUTUHHU 3YCTPidaloThCs 3 4aCTOTOIO 1
Ha 25000-1:15000. Y 6inbI10CTi BUTIAAKIB LIEH CHHIPOM
CIIPUYMHSIETLCSI XPOMOCOMHOIO TIepeOyI0BOI0, KA Bee
JIO BTpaTHU MEBHUX CETMEHTIB OMHIel xpoMocomu i3 17-1
napu xpomocoMm. BinOyBaeTbcs aeneiisi TeHeTUIYHOro
marepiany 3 CMC B minsgami 17-1 xpomocomu (17p11.2),
TOMY JIE€KOJIU 1Iei CUHAPOM Ha3UBaIOTh 17p-CUHIPOMOM.
CamMe BTpaTa KOHKpeTHOTO reHa RAI BigmoBigae 3a 6iib-
IIICTh XapaKTepPHUX 0COOIMBOCTEM 1IbOTO cuHApoMY. [1pn
BTpari cycinHix 3 RAI reniB B xpomocowmi 17p ypizHOMa-
HITHIOIOTHCS KJIiHIYHI 03HAKU 3aXBOPIOBAHHSI, 1110 BEJe
JIO CYTTEBOI BapiaOeIbHOCTI MPOSIBIB IAHOT'O CUHAPOMY
i ycKnagHeHHS gudepeHIIiaabHOl 1iarHOCTUKH Ta BU-
SIBJICHHS JaHo1 XxBopoOu. TiIbKKM Y HE3HAYHOI YaCTUHU
MAalieHTiB i3 cuHapoMoM CwmiT-MareHica mposIBISIETCS
myTauist reHa RAIL

3a pi3HUMU JIiTepaTypHUMU JKepeaMy OMHMCaHO
noHaz 60 o3Hak piakicHoro cuHapoMy CmiT-MareHica
[2, 3], sIKi MOXXHaA BUOKPEMUTH 3a TPyIaMU ypaxkeHb:
yepenHo-IuleBi nucMopdii [4], TOpylLIeHHS OTTOPHO-
PYXOBOTI0 anapary, Baaiu pO3BUTKY BHYTPIIIIHiX opra-
HiB, MOPYILIEHHS LIEHTPaAbHOI HEPBOBOI cUCTeMH [5],
rncuxiaTpuuHi posnann [6]. ITposiB1 yepenmHO-IULIEBUX
nucMop@diil — KUpoKe KBagpaTHE 00IMYYsI, BUITYKIIUIA
J100, 3pollieHi OpoBU, TTMOOKO MOCAIXKEH] 0Yi, IITUPO-
Ke TiepeHiccs, TinorJasis cepefHboi YaCTUHU 001U -
ys1. [TopyllIeHHSI OITOPHO-PYXOBOIO arapary — HU3b-
KM picT, MaJIeHbKi KMCTIi i CTOIMM, KOPOTKi Majblli pyK
i HiI, MJIOCKOCTOITICTh, HE3BUYaiiHa X0/4a 3 IUPOKO-
pO3CTaBJIeHUMMU HOTaMM, BUKPUBIIEHHs XpeOTa.
Baau po3BUTKY BHYTPillIHiX OpraHiB — ceplisl, HUPOK,
IIJTYHKOBO-KHUIIIKOBOT'O TPaKTYy. Y AesSIKUX AiTelt crocre-
piraloThcs TMOPYIIEHHS CIYXY, TYTOBYXicTb. MOXIIMBE
MOPYIIEHHS 30py — KOPOTKO30PiCTh, KOCOOKicTh. [To-
pYLIEHHS LIEHTPaJIbHOI HEPBOBO1 CUCTEMU — 3aTPUMKa
MOBHOTO PO3BUTKY, MOpyileHHs cHy. [IcuxiatpuuHi po3-
Jlagy — ayTu3M, 1ediluT yBaru, rinepakTUBHICTh. Y AiTeit
3 CMC yacTo 3ycTpiualoThcsl BpOIXKEHi Baau cepliis, Baau
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POTOBOI MOPOXXHUHU — LIiIJIMHA TYOH i MiAHEOiHHS, KiCT-
KOBO1 CUCTEMU — PO3JBOEHHSI pedep, BKOPOUEHHS a00
BUKPHBJICHHS JIIKThOBOI KiCTK!, TUTYHKOBO-KUIITKOBOTO
TPaKTy — aTpe3is TOHKOI KUIIKH, 3aKPEIT, CHIOKPUH-
HOI Ta CTaTE€BOI CUCTEM — FITOTUPEO03 JIETKOTO CTYTEHS,
KPUMTOPXi3M.

HiarHoctuka cuHapomy CMmit-MareHica min-
TBEPIKYETHCS IMTOTCHETUYHUM aHaIi30M (KapioTu-
MyBaHHSIM), BUKOPUCTOBYEThCsSI TakoxX FISH-merton,
MOJIEKYJIIPHO-TEHETUYHU I MeTo1 KpoBi [7, §8]. Bepu-
dikarig giarHosy CMC ycKIagHIOEThCS B pAaHHBOMY Billi
yepes MoAioHicTh 10 cuHapomy JlayHa [9], cuHapomy ae-
nemii 22q11/2 (Beno-kapmio-dariansauit cuaapom Hi-
Hxopci, Binbsamca, Ipagepa-Binni, [TaTouki-Jltorncki,
CUHIPOMY JJAMKOi X-XpOMOCOMHU, CUHIPOMY JIIeIe-
uii 2q37, Kleefstra (9q34.3 neneuii) [10, 11]. Menuko-
TeHeTUYHE KOHCYJIBTYBaHHS MaIli€EHTa 3 CUHIPOMOM
CwMiT-Marenica BK/II0Ya€ LIUTOTEHETUYHI TOCITIIKEHH S
SIK IUTUHU, TaK i 6aTeKiB [12]. JlikyBanus CMC — cumn-
TOMATUYHE 3 BiIMOBIIHUMU PEKOMEHAALIISIMU Ta TPOTO-
KoJlJaMU 3aXBoproBaHH# [13].

META

Mertoro pob0oTH € OTPUMAHHS PE3YJIBTATIB BCECTO-
POHHBOI'O aHaJli3y XpOMOCOMHOI MaTOJIOril Ha OCHOBI
BJIACHOTO BUSIBJICHHS KJIiHIYHOTO BUIAAKY PiIKiCHOTO
cuHapoMy CmiT-MareHica y HOBOHApOIKEHOI TUTUHHA,
SIKi MOXKYTb OYyTH KOPUCHUMM JJIs1 JiarHOCTUKH i TIpoi-
JIAKTUKH CTIAIKOBUX 3aXBOPIOBAHb.

MATEPIAJIU TA METOAU

JJ1s1 1iziecnpsIMOBaHOIO OOCTEKEHHSI XPOMOCOM-
HOI naToJiorii, Bepudikallii JiarHo3y Ta OL[iHKU MpPOo-
AIBIB pinkicHoro cuHapoMy CMiT-MareHica y HOBOHa-
POIIXKEHOI AUTUHU MpoaHali30BaHO KJIiHiUHI MIPOSIBU,
3i0paHo AeTaJIbHUI aHAMHE3 i KOMILJIEKC JTJAOOPaTOPHO-
iHCTpYMEHTaJIbHUX OOCTiIXKEHb, TOJTOBHUMU 3 SIKUX
€ LUTOTeHEeTUYHI (KapioTUIyBaHHS ), MOJIEKYJISIPHO-
T€HEeTUYHI MeTOU, HEOHATAJIbHUIA CKPUHIHT Ta iMyHOTre-
HEeTUYHE JOCTiIKeHHs KpoBi. BukopucTtaHo GiogoriyHuit
MaTepian KyJIbpTypH repudepiiiHoi KpoBi (JriM(pounTis,
JIEMKOLIMTIB) AUTUHMU i 0ATHKiB.

ornga KniH4HOro BUNAQKy

B cranioHapi KOMyHaJIbHOTO HEKOMEPILiAHOTO
nignpuemMcTBa JIbBiBCbKO1 001acHOI paau «KiiHiuyHui
HeHTp auTsadoi MeauuHu» «OXMATIWT» BnacHe ni-
arHOCTOBAHO KJIiHIYHUI BUMAA0K PiIKiCHOTO CUHAPOMY
CwMmit-Marenica y HOBOHapoaKeHo1 IuTUHU. lutuHa H.
HapoaWJIacs Bif MepIIOi BariTHOCTI (TepMiH recTaltii
38 TUXKHIB) MPU TTOJIOTrax IIJISIXOM KecapeBOro po3TH-
HY Y 3B’SI3KY 3 CITHUYHUM nepeexaHHsmM. HoBoHa-
poKeHuit 3akpryaB Bigpasy. OliHKa CTaHy 3a LIKaJol0
Arrap — 8/8 6aniB. Maca ripu HapomkeHHi — 3400 rpam.
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TonyBaHHs cymiiito 3 1-ro gHs HapoakeHHs. Ha npy-
TUii 1€Hb XUTTS BUHUKJIA HEOHATalbHA XKOBTSIHULISA,
npu3HavYeHo (poToTepaIrlito.

I1pwu rocmitanizauii IMTUHY B cTallioHAp BUSIBJIE-
HO: TinepcTeHiyHa OyaoBa TiJla; CTUTMU AUCeMOpiore-
He3y — TinepTenopu3M, opaxiouedaniaHuii TUIT Yyeperna;
00IMYYS KpyTJe; 04i mocaakeHi II00Ko; BYIIHI pako-
BUHHU J1e(hOPMOBaHI; 1S KOPOTKA; IIOIepeYHa T0JIOHHA
CKJIaJKa; IIKipa — Teria Ha TOTHK, KOBTYIITHA, CyXOBaTa;
BUIMMI CJIM30BI — IKTEepUYHI; IMXaHHS — OocjiabjieHe, Be-
3UKYJISIPHE 3 4aCTOTOIO 36 3a XBUJIMHY; YaCTOTa CEPLIEBUX
cKopouyeHb — 102 3a XBUJIMHY; TOHU CEPLIs TPUTIYIIEHI;
KUBIT — M’ SIKMIA, HE3HAYHO 30yTUIA; TTIediHKa, cele3iH-
Ka — B TPAaHULISIX HOPMU.

AHaMHe3: MaMa — 26 pOKiB, BUXOBaTeJIbKa, XBOPi€
XPOHIYHUM pUHiTOM. BariTHicTbh mpoTikana 6e3 ocobau-
BOCTEI, y MepIIOMY TPMMECTPi BariTHOCTI OTpUMYyBaJjia
BiTaMiHHUI KOMIUIEKC + (hOJIiEBY KUCIOTY. Y TpeThOMY

A
a

PucyHok 1. ®@ororpadis Hixkok xaomuuka H. 6 micsmis.

PE3YJIbTATU IHCTPYMEHTAJIbHO-JIABOPATOPHUX
AOCNIAKEHD

IncTpymeHnTabHi nocaimkennsa. Y3/l BHyTpil-
HIiX OpTaHiB: MMaTOJIOTii HA MOMEHT OTJISIAYy He BUSIBIIC-
Ho. HelipocoHorpadist MO3Ky: KapThHa i3071b0BAHOTO
PO3IIMPEHHST OOKOBMX IIIJTYHOUKIB Ha PiBHi 3aHIX pOTiB,
KicTa JIiBOro CymiMHHOTIO cIieTiHHA. CKPUHIHT CITyXy —
naTtoJjiorii He BusBieHo. KoHcymbTallis opranbMoiora:
3iHnui posmupeni, OD=0S, onTuyHi cepenoBuIla Ipo-
30pi, OUHE JHO — AMCKU 30POBUX HEPBIB OJIiM0-CipyBaTi,
Mexi po3mnpeHi. KoHcybTallis HeBpoJiora: HeoOHaTalb-
Ha eHledanorpadis, TOCTpHii epioa, CUHAPOM MPUTHi-
yenHs LIHC, i3onboBaHa auiaraliis 3agHiX poriB; pe-
KOMEHIO0BAaHO OIJISII HEBPOJIOra B AUHAMILli, KOHTPOJIb
HelipocoHorpadii, KOHCYJIbTallis Jlikapsi-reHeTuka. Exo-
Kapaiorpadist: mepumeMopaHo3uuii nepext MILII, Big-
KpUTE OBaJbHE BiKHO 4 MM.
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TPUMECTPI Mpu M1aHoBoMY Y3/ obcTexXeHHi Tioaa BU-
SIBJICHO O3HAaKM BeHTpUKyJoMeraiii. [IpeHaTanbHO nia-
THOCTOBaHO Bafy cepls. baTbko — 25 pokiB, He Tpallioe,
XPOHIYHI 3aXBOPIOBaHHS 3arepeuye. baTbku mpoxXuBa-
I0Th B OfIHil MiclieBocTi. 3axBoptoBaHHs Ha COVID-19
3aMepevyroTh.

[eHeaoriyHMit aHaMHe3: y MaMU € OparT i cecTpa,
SIKi He oJIpyXeHi, miteit Hemae. [To 6aTbKOBi JTiHIT —
y OpaTa € OfMH 3I0POBUIL XJIOITYMK, Y CECTPU — ABOE 310~
POBUX XJIOIMYUKIB.

JuTrHa nepedyBa€ Ha KOHCYJIBTaTUBHOMY OOJIiKy
Y MEIMKO-TeHETUIHOMY IIEHTDI.

Ha puc. 1 BizodpaxkeHa oTorpadist HiXKOK XJIOTI-
ypka H. BikoM 6 Mica1iB. BigMiduaeTbcst: KIMHOIAKTIITIS,
KOPOTKIi MaJIbYNKH, I1adienonioHa aedopmalis ToMis-
KOBUX KiCTOK, TJIOCKOCTOITICTb, JiM(ocTas.

JladoparopHi gocimKeHHss. MacoBuii HeoHaTab-
HUI CKPUHIHT: MACCIIeKTPaJIbHUM CKPUHIHT CYXO1 IUISIMU
KPOBI Ha: IJIyTapoBy auuaypito I tury, ryrapoBy auuny-
pito 11 Tuny, nedpiuut HMC-niazu, nediuut goBrojaH-
wrorosoi rinpokcuauno-KoA-gerigporenasu (LCHAD),
nediuut goBroyaHioronoi aunia- KoA-gerinporeHasu
(VLHAD), nedinut cepeqHpoIaHIIIOroBoi ammi- KoA-
nerigporeHasu (MCAD), nediuut TpubdyHKIIOHATBHO-
ro OiJKa, i30BajepiaHoOBY aLUAYpilo, JeHLIMHO3 (XBOPO-
0a «KJICHOBOT'O CHPOITY»), METUJIMEJIOHOBY allMaypilo,
MEepBUHHUIN KapHITUHOBUI Ne(illuT, MPOIiOHOBY allk-
nypito, Tupo3uHemito I Tumy, beHiTKeTOHYpilo; iMyHO-
(epMeHTHUI aHali3 Ha: MYKOBICLIM103, BPOJAXKEHU
rimorupeos, angpeHoreHitanpbHuii cuHapom (AI'C), ra-
JakTo3emito I Tumy, 6ioTMHIgA3HY HEAOCTATHICTh. AHAJII3
Ha criHaJIbHY M’s130BYy aTtpodio (CMA) MeTonom aMruti-
ikalii HyKJ1eTHOBUX KUCJIOT Ta AETEKIIii 3 BAKOPUCTAH-
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HSIM crieuuGiyHuX 30HAIB Ha: TSKKUI KOMOiHOBaHU
imyHonediuut (SCID) meTomom peain-taiim ITJIP. ITa-
TOJIOTi#1 HEe BUSBJIEHO MPU JESIKUX O0CTEXKEHHSIX.

Ipyma kposi: A (II), Rh (+) nomartHiii. 3arajib-
HUI aHaJi3 KpoBi: epuTpouuT — 5,58*10'2, neiiko-
uutu — 12,81%10°, pomGouutu — 239*10°/1, Hb —
191r/n,e—4,m1—6,c—31,1—59, Mm— 13 %. Konrpous:
eputpounty — 4,07*10"2, neiikoumt — 9,7*10°, rpomM00-
unty — 514*10°/n, Hb— 134 v, e —2, m—1,¢c—42, 1—
47, M — 8 %. TlociB KpOBi Ha CTEPUITBHICTh: CTEPUIIbHA.

bioxiMiuHuIi aHaTi3 KpOBi: T10K03a — 2,0 MMOJIK/I,
ACAT — 46 on/n, AJIAT — 26,4 on/n, 3araabHuii 0i-
JIOK — 56,6 /11, cedyoBuHAa — 4,42 MMOJIB/1, KpEaTUHIH —
56,2 MMoup/A1, 6iipy6iH (Herpssmuii) — 214,8 MM/,
Kajiii — 4,75 MMoJba1, HaTpiki — 137,8 MMOJIB/J1, XJI0pU-
o — 110,4 MMoJIw/AI.

IMyHOreHeTMYHe TOoCTiIKEeHHS KPOBi HAa iMyHOTJIO-
oyniau (Ig) TORCH indexiriit MaTepi Ta TMTUHM: OT-
puMaHo HeraTuBHUI pe3yabTaT IgM Ta IgG no Tokcor-
Jna3mo3sy Ta IgM no reprecy %, MO3UTUBHUIA pe3yJibTaT
IgG no uuromeranosipycy. [Nokaznuku IgG mo muTo-
MeraJIoBipycy IepeBUIILYBaIN 3HAYCHHS Y INTUHU —
CMV 29,4 AU/ml, HSV'; 0,816 COI; y matepi — CMV
35,3 AU/ml, HSV': 2,99 COI. IlutuHa oTpumMasa Jiky-
BaHHS allUKJIOBIpOM.

HoBoHapomkeHUit XJI0OMYMK BUMTMCAHUI 3 TIOJIO-
roBoro OynuHKY Ha 4 1o0y. HacTymmHOTro THS BITPOIOBXK
12 roa BimMOBJISIBCS Bif 1Xi, TOMY 1151 OOCTEXKEHHS Ta
JIiIKyBaHH$ rocritanizoBaHuit B « KIiHiYHUI LEHTp AU-
Tsi9oi MenuuuHu» «OXMATIWT». JlikyBaBcs 14 nHis.
ITincymKoBuMiA NiarHO3 AUTUHU MIPU BUMKCILII i3 CTalliOHA-
py: OcHoBHuit: [NmokcnyHO-ieMiyHa eHledanonaris
(I'TE) 2-i cTanii, cunapom CwmiT-Marenica?. YckinanHeH-
HS: epedpanbHa nenpecis. CynmyTHi: TepuMeMOpaHOo3-
HU feeKT MiXIITYHOUYKOBOI IEPETUHKMU, BilKpUTe a00
TepCUCTyIoUYe OBaJbHE BiKHO, ceplieBa HEJIOCTaTHICTb.

IToBTOPHO rocmiTanizoBaHU y cTallioHap y MiB-
TOpPaMiCSTYHOMY Billi Y 3B’SI3KY 3 KOPOHABIPYCHOIO XBO-
poboto. AHati3 KpoBi: LuToMeraioipyc Ig M — 0,315;
reprec 2 Ig M —0,39; kpacHyxa Ig M — 0,606; dbepu-
taH — 17,1; HCV anTutina cymapsi 0,049; rimpokcusita-
Min I —25,6; Ig CMV —29.4 AU/ml, HSV I tuny — 0,816
COI. Ananis kposi martepi: Ig CMV — 35,3 AU/ml, HSV
I Tuny — 2,99 COIl. bakrepiosoriyHuii aHaIi3 IUTUHU:
mociB Kaiy — St.aureus 5x10*3, ayrmmBuii 1o medikcnmy,
BaHKOMILIMHY, JiHE30JIi1y, KJIiHIaMilliHY.

IluToreneTnune nocjimkeHns. biogoriyauii maTe-
piaJt TUTUHU: KyJIbTYpa JiM(oLMTiB epudepiitHoi KpoBi.
Turm gocmimKyBaHUX TNIACTUHOK XpOMOCOM: MeTadasHi.
KinbkicTh cerMeHTiB Ha raruioigauit Haoip: 400-550. Tun
mrdepenuiinoro 3abapsinenns: GTG. Kapiorur: 46,
XYV, del(17)(p11.2p11.2). BctaHOBIEHO YOIOBIUMit Kapi-
OTUIM 3 iIHTEPCTULIIATBLHOIO AEIELIE€I0 B KOPOTKOMY ILIeyi
xpomocomu 17 B mexxax cmyrul7pl1.2. 1 yrouHeHHS
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JeJiellii peKoOMeHI0BaHO MOJIEKYJISIPHO-T€HETUUHE 10~
CIimXeHHs. PeKOMEeHI0BaHO KapiOTUITyBaHHS OaTbKiB.

Bionoriunnit maTepian Martepi: KyabTypa J1iMpo1u-
TiB niepudepiitHoi KpoBi. TUI 1OCTiKyBaHUX IIACTUHOK
XpomocoM: MeTacdasHi. KiTbKicTh CEerMeHTIiB Ha raruioi-
Huit Habip: 400-550. Tun gudepeHIiitHOrO 3a0apBIeH-
Hs1: GTG. Kapiotumn: 46, XX. XpoMOCOMHMX aHOMaJTiit
HE BUSBJICHO.

Bionoriunuii maTepian 6aThKa: KyabTypa JiMdo1u-
TiB nepucepiiiHoi Kposi. Tum nocaiakKyBaHUX TIACTUHOK
xpoMocoM: MeTadasHi. KiabKicTb cerMeHTiB Ha Tarioii-
Huit Habip: 400-550. Tun gudepeHLiiHOro 3adapBiIeH-
Hs1: GTG. Kapiotuir: 46, XY. XpoOMOCOMHUX aHOMAJTii
HE BUSIBJICHO.

MoJieKyJIIpHO-TeHeTUYHE A0CTiKeHHS TUTH-
mu H. I[IposeneHo mociimxkeHHst Ha 31 Mikpomeneli-
WHUIT cMHAPOM 3 HoIroMororw Habopy SALSA MLPA
MRC-HOLLAND P245 Microdelecion Syndrom — 1A
Ta KariasipHoro enekTpodopesdy SeqStudio. JocmimkeH-
HsI TIPOBEJICHO [IIsI BCTAHOBJIEHHST HASIBHOCTI MiKpoJiesie-
1iiA/Mikpomyrutikalii B jokycax: 1p36, 2p16, 2q23, 2q33,
3929, 4p16.3, 5p15, 5q35.3, 7q11.23, 8q24.11-q24.13,
9q22.3, 10p13-pl4, 15q11.2, 15924, 16p13.3, 17p13.3,
17q21.31, 22q11, 22q13, Xq28. Tun matepiainy: JelKo1u-
TU KpoBi. BcTaHOBIEHO TIOpYITIEHHSI OaJlaHCy XPOMOCOM
y Buntsani genenii reHiB RAIL, DRC3, LLGLI B minsgH-
i 17p11.2x1, mo Bepugikye cunnpom CmiT-MareHica.

Otxe, 11 Bepuikallii 1iarHo3y CIaJKoBOTO 3a-
XBOPIOBaHHSI XpOMOCOMHOI TtatoJiorii autuHu H., xmomn-
YMKa HEOHATaJbHOTO MEepioay 3 TPy PU3UKY: aHAM-
He3 — MpeHaTaJIbHO BPOMIXKEeHA Baja ceplisl, yCKIaaHeHi
MOJIOTH i3 CITHUYHUM TIepeaieXKaHHSIM, paHHS HeOHa-
TajbHa XOBTSHUL. KITiHIYHO — cTUTrMU T13eMOpioreHe-
3y: YepernHo-JnIEeBi [ucMopdii, 3MiHU OITOPHO-PYXOBOTO
amapary. /I miaTBepIKeHHS 1iarHo3y BUKOPUCTAHO yce-
CTOPOHHII KOMILJIEKC JJaO0paTOPHO-iHCTPYMEHTATbHOTO
00CTeXXeHHS: HeOHATAJIbHUI CKPUHIHT i3 3aJTydeHHSIM
MacCIeKTPaJbHOr0, iMyHO(DEPMEHTHOTO, iIMyHOT€HETY -
HOTO, TOJIOBHUMMU 3 SIKHX € LIMTOIreHETUYHI (KapioTUITy-
BaHHS), MOJIEKY/ISIPHO-TEHETUYHI TOCITiIKEHHS TUTUHI
Ta OaTbKaM.

BUCHOBKU

B po06oTi npoBeaeHO YCeCTOPOHHI I aHaJli3 XpOMO-
COMHOI MaTOJIOTil HA OCHOBI BJIACHOTO BUSIBJIEHHSI KJTi-
HIYHOTrO BUNAJAKY piaKicHoro cuHapomy CMiT-MareHica
Y HOBOHAPOXKEHO1 AUTUHU. [{71s 1ilecpssMOBaHOTO 00-
CTeXeHHsI, Bepudikallii 1iarHo3y Ta OLliHK! MPOSIBiB 3a-
XBOPIOBaHHSI BUKOPUCTAHO JE€TATbHUM aHAMHE3, KJTiHi4-
Hi MPOsIBU, KOMILJIEKC JJAOOPAaTOPHO-iHCTPYMEHTATBHUX
JOCJTiIXKEeHb, TOJIOBHUMU 3 SIKMX € IUTOT€HETUYHI (Kapi-
OTUITYBaHHS) Ta MOJIEKYJIIPHO-TEHETUYHI MeToau. Bu-
KOPUCTAHO 6i0NOTIYHUI MaTepial KyasTypu nepudepiii-
HO1 KpOBi (JiM(bOLUTIB, T€HKOLUUTIB) TUTUHU i OATHKIB.
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Pe3ynbraTii BCECTOPOHHBOTO aHAJi3y XPOMOCOMHOI
naToJiorii pizkicHoro cuHapomy CmiT-MareHica y IuTh-
HU HEOHATAJIbHOTO TIePioay MOXYTh IIPUBEPHYTH yBa-
ry JikapiB MepBUHHOI JIJAHKU 1O BUBYEHHSI CUHIPOMiB
CTIaJIKOBMX 3aXBOPIOBaHb i IIpY AudepeHIiaTbHil gia-
THOCTULII ALli€EHTIB CKEPYBATH 1X HA MEAUKO-T€HETUYHY
KOHCYJIBTALIi0 VISl IIUTO- Ta MOJIEKYISIPHO-TeHETUIHUX
nociimkeHb. HeoOXinHO 3BepHYTH yBary Jiikapis, 1110 KJTi-
HiyHO Oararo Jiteii 3 cuHapoMmoM CwmiT-MareHica MaloTh
TICUXiaTPWYHIi JiaTHO3M: ayTU3M, TillepaKTUBHICTh/medi-
LIUT yBaru, 00CECUBHO-KOMIYJILCUBHUM pO3Jiaj, cTepe-
OTUITHICTb MOBEAIHKM, MOPYIIEHHS MOBU.

Ilepcnexmueu nodaavuux docaioxcens. 3anpo-
MOHOBAHUI KOMITJIEKCHMIA aHasli3 KJIiHIYHOTO BUMAIKY
piakicHoro cuHapomy CMiT-MareHica y IUTUHU HEOHA-
TaJIbLHOTO TIEPioAY JOTIOMOXKE IIPUBEPHYTH YBary JiiKapiB
i JOCHIiAHUKIB J0 BUSIBJIEHHS Ta BepudiKallii CHHAPOMIB
XPOMOCOMHOI ITaTOJIOTI] Y TiTeiA.

OOTPUMAHHSA ETUMHUX HOPM

3rigHo BUTSATY 3 TipoTokory Ne 75 Bin 18.03.2024 p.
3acimaHHs KomiTeTy 3 muTaHb 6ioeTuku 1Y «IHctuTyTy
cnagkoBoi natoiorii HAMH Ykpaian». CrarTs «Kori-
HIYHMIA BUIAIOK pinkicHoro cuHapomy CmiT-MareHica
Y HOBOHAPOMIXKEHOI AUTUHM» BiTIOBIAHOIO 10 MpaBUI Oi-
OETUKH, BCi HODMATUBHU 3 MUTaHb OI0ETUKU Y Hill BUKO-
HaHo. OTpuMaHa iHhopMOBaHa ITMCHMOBA 3rojia OaTHKIB
Ha IpoBeieHe 00CTEeXEeHHS i JOCTiIKeHHs OioMaTepiaty
HoBoHapomkeHoi auTuHu H. Kowmirter i3 OioeTuku BBa-
JKa€ MOKJIMBUM TTOJAaHHS BUIIICHA3BAHOI CTATTI 0 IPYKY.

®IHAHCYBAHHS TA KOH®JIKT IHTEPECIB

ABTOpU 3asIBJISIIOTH MPO BiICYTHICTb KOHMJIIKTY
i BTacHO1 (piHaHCOBOI 3alliKaBJI€HOCTI MPH MiArOTOBLIi 1a-
Hoi ctarTi. CTaTTs (hiHaHCOBaHA BJACHUM KOIITOM aBTOPIB.

BHECOK ABTOPIB Y BUKOHAHHSI POBOTH

YaiikoBchka [anHa-Tanuna CremaHiBHa — ITOCTa-
HOBKA IMUTaHHS TOCTiIKEHHS, ITOIIYK HAYKOBUX TaHUX,
30ip Ta iHTepHpeTalisl pe3yabTaTiB, HalmMCaHHsI Ta KiH-
LIeBe 3aTBEPIKECHHS PYKOIIHUCY.

Jpobuak MapTa IropiBHa — JiTepaTypHUil mo-
LYK, MEAUKO-TeHeTUYHI KOHCYJIbTALIil, CIIOCTePEKEH-
HSI TaLliEHTA.

AxonsH [asgHe PyOeHiBHA — iHTepIpeTallis pe3yib-
TaTiB HOCJIIKEHHS, peAaryBaHHS PYKOIUCY, KOHIIETIIis
Ta JU3aliH.

ABpamMeHko IpuHa IOpiiBHa — cynpoBin naiieH-
Ta B CTallioHapi, yJIbTpa3ByKOBa JAiarHOCTHKA CEPLIEBO-
CYIMHHOI CUCTEMU, iHTepIIpeTaLlisd iHCTpPYMEHTaTbHUX
TaHUX.

beskopogaiina [anuHa MuxaiijiBHa — HalaHHS Ma-
TepiaaiB, iIHTepIipeTallist HUTOTeHETUYHUX AOCTiIKEHb.

Tupkyc Mapta SIpocnaBiBHa — HagaHHS MaTepiais,
IHTEepIIpeTaIlis MOJCKYISIPHO-TeHETUIHMNX TOCITiIKCHb.

BiiitoBuy Irop BonogumupoBuy — yibsTpa3BykoBa
JliarHOCTHKa Ta 11 iHTeprpeTalisi B METUKO-TeHETUYHOMY
LEHTPI.
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Summary

CLINICAL CASE OF RARE SMITH-MAGENIS SYNDROME IN NEWBORN CHILD
Hanna S. Chaykovska', Marta I. Drobchak’', Hayane R. Akopyan', Iryna Yu. Avramenko?,
Halyna M. Bezkorovaina', Marta Ya. Tyrkus', lhor V. Vijtovych'

1 — State Institution «Institute of Hereditary Pathology of the National Academy of Medical Sciences of Ukraine», Lviv, Ukraine
2 — Danylo Halytsky Lviv National Medical University, Lviv, Ukraine

Aim. The purpose of the work is a comprehensive analysis of chromosomal pathology based on own detection
of a rare clinical case of Smith-Magenis syndrome in a newborn child, the results of which may be useful for
the detection and prevention of hereditary diseases.

Materials and methods. Based on the analysis of literature data, it was found that clinical cases of rare (SMS)
in newborns occur with a frequency of 1 in 25,000-1:15,000. This syndrome is caused by a chromosomal
rearrangement that leads to the loss of significant segments of one chromosome from the 17th pair of
chromosomes. There is a deletion of genetic material in the region of chromosome 17 (17p11.2), which is
why SMS is sometimes called 17p syndrome. In this work, the analysis of clinical symptoms and laboratory-
instrumental examinations, the main of which are cytogenetic (karyotyping) and molecular genetic methods,
were used to confirm the diagnosis of the disease.

The results were obtained during the study of the biological material of the lymphocyte culture of the peripheral
blood of the child, mother and father. As a result of the cytogenetic study of the child, the karyotype 46, XV,
del(17) (p11.2p11.2) was established, that is, a male karyotype with an interstitial deletion in the short arm of
chromosome 17 within the band 17p11.2. The mother’s karyotype is 46, XX, no chromosomal abnormalities were
detected. The father’s karyotype is 46, XU, no chromosomal abnormalities were detected. A molecular genetic
study of blood leukocytes was conducted to establish the presence of microdeletions/microduplications in the
corresponding loci. The result of the study is rsal7p11.2(P245) x1. Chromosome imbalance was established in
the form of RAI1, DRC3, LLGL1 gene deletion in the 17p11.2 region, which verifies Smith-Magenis syndrome.
Conclusions. In the work, a comprehensive analysis of chromosomal pathology was carried out based on the
own detection of a clinical case of a rare Smith-Magenis syndrome in a newborn child. A detailed anamnesis,
clinical manifestations, a set of laboratory-instrumental studies, the main ones of which are cytogenetic
(karyotyping) and molecular genetic methods, are used for targeted examination, verification of the diagnosis
and assessment of disease manifestations. The biological material of the peripheral blood culture (lymphocytes,
leukocytes) of the child and parents was used. The results of a comprehensive analysis of chromosomal
pathology based on one’s own clinical case of the rare Smith-Magenis syndrome in a child of the neonatal
period can draw the attention of primary care physicians to the study of syndromes of hereditary diseases and,
in the differential diagnosis of patients, direct them to a medical-genetic consultation for cyto- and molecular-
genetic studies.

Keywords: Smith-Magenis syndrome, newborn child, clinic, diagnosis, cyto-’ molecular genetic markers
of research
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