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CuHapom JlexeHa, crHapom Cri du Chat (CACS), KOTAa40ro Kprky, CUHAPOM AeNneLii KOPOTKOro nneya 5-i xpoMocomu (5p), Sp-CrHOPOM BUSBNEHWIA
y 1963 p. dpaHLy3bkm reHeTnkom X. JlexxeHoM. Hadsa CMHAPOMY «KOTSHMIA KPYK» HANEXMTb A0 HalxapakTepHiLOi KNiHIYHOT 03HaKK, BUCOKMIA MPO-
HUBNMBIWI MNad, CXOXMIN Ha HABKaHHA KOTa, AKMUIA 3a3B14ait 3HVKaE B NePLLi POKU XUTTA. CUHAPOM BUHMKAE BHACNIAOK MOBHOI a00 YaCTKOBOI BiACYT-
HOCTI KOPOTKOro nneya 5-i xpomocomu (Big, 35% 00 55%), Lo NOB'A3aHO 3 AeneLietd XpoMocomm de novo y noHaa 85% sunaakis. OCTaHHIMM pOKa-
MW 3aCTOCYBaHHS FEHETUHHIIX MONEKYNAPHIX METOAIB BHECAM NPOrpec y AiarHocTyBanHs CdCS.

Merta — po3rnaHyTr pi3Hi acnexkT CACS (enigemionorio, KNiHiYHi 0CO6MBOCTI, AlarHOCTUYHI METOAN, NiKyBaHHA Ta NPOrHO3).

HaseneHo kniHiyHuin BUNagok CACS vy AiBUMHKK BIKOM 8 MIC., ika NepebyBana Ha MikyBaHHI Y BIAAINEHHI HEBPONOTT ANTAYOT KNIHIYHOT NikapHi N° 4
M. Knega. [iBUnHKy rocnitanisaoBaHo 40 HEBPOMOMYHOrO BiAAINEHHS 3 BIACT@BAHHAM Y (DI3VYHOMY, CTAaTOKIHETUYHOMY | NCUXIYHOMY PO3BUTKY, TYrOBY-
XICTIO Ha TN cMHAPOMY J1exeHa, CTaH nicna onepallii 3 NprBoay BPOXeHO! Baau cepud «KoapkTtauia aopTiy. CTBOPEHO MyNbTUANCUMAIHAPHY KOMaH-
ny nikapis. MNpoBeAeHO KMIHIKO-N1a00paTopHe OOCTEXEHHS Ta NPU3HaYEHO MIKYBaHHS, SiKe BKIIOYano NikapCbki 3aCO0M, LLO CTUMY/IOIOTE MNCUXOMO-
TOPHNIA | PISUYHMIA POSBUTOK AUTHHM. Y 12,5 MIC. AUTWHA OTPKMANA FONOBY, CAMOCTIHO NepeBepTanaca Ta cuaina. i BKAUMIM A0 NPOrPaMit PaHHEOTO
BTPYYaHHSA AN5 NONINWEHHS AKOCTI KUTTS.

BMUCHOBKMW. PiBEHbL BIKMBAHHS Ta O4iKyBaHe XUTTA € BUCOKMMI B AiTeN I3 crHapoMmoM JlexeHa, Tvn geneull, 1 po3Mip | po3TalllyBaHHS 3Ha4YHO BAIU-
BaIOTb Ha K/TIHIYHY OCOOAMBICTE CUHAPOMY | IPOrHO3 XMTTS NaLieHTa. OCHOBHMM YMHHMKOM, 38 LJONOMOr OO IKOrO MOXHa NOAINWWTA NPOrHO3 NaLieH-
TiB i3 CdCS, € paHHE BCTAHOBNEHHA AIarHO3Y, OCKINbKW Le AaE 3MOrY BCTAHOBUTY TepaneBTUYHI I NPOiNakTUYHi MeTOAN, OPIEHTOBaHI Ha MOTEHUIo-
BaHH$ DI3UYHOrO I NCUMXIYHOrO PO3BUTKY.

LJoCnimxeHHs BUKOHaHO BIANOBIAHO A0 NPUHUMAIB [eNbCIHCbKO! Aeknapalil. Ha npoBeAeHHs A0CNIAXEHb OTPUMaHO IH(hOPMOBaHY 3rody 6aTbkiB
OUNTVHU.

ABTOPU 3aABNAOTH MPO BIACYTHICTE KOHMDAIKTIB iHTEpEeCiB.

Knto4oBi cnosa: criHapom Jlexera, cvHapom Cri du Chat (CACS), aitn, ancmopdiamn, Aeneli’r KopoTkoro nneva 5-1 xpomocomu, Fish-metoa.

Lejeune’s syndrome in children: modern ideas
T.V. Pochynok, N.I. Horobets
Bogomolets National Medical University, Kyiv, Ukraine

Lejeune syndrome, Cri du Chat syndrome (CdCS), cat cry syndrome, deletion syndrome of the short arm of chromosome 5 (5p), 5p-syndrome was dis-
covered in 1963 by the French geneticist J. Lejeune. The name «cat cry» syndrome refers to the most characteristic clinical sign, a high-pitched cry, simi-
lar to the meow of a cat, which usually disappears in the first years of life.

The syndrome occurs as a result of complete or partial absence of the short arm of the 5th chromosome (from 35% to 55%), which is associated with de novo
chromosome deletion in more than 85% of cases. In recent years, the use of genetic molecular methods has made progress in the diagnosis of CdCS.
Aim — to consider various aspects of CdCS (epidemiology, clinical features, diagnostic methods, treatment and prognosis).

A clinical case of Lejeune syndrome in an 8-month-old girl who was being treated in the neurology department of the «Children’s Clinical Hospital No.
4, Kyiv. The girlis 8 months old. She was admitted to the neurological department with a delay in physical, stato-kinetic and mental development, hearing
loss against the background of Lejeune syndrome, condition after surgery for congenital heart disease «Coarctation of the aorta». A multidisciplinary team
of doctors was created. A clinical and laboratory examination was conducted and treatment was prescribed, which included drugs that stimulate the
child’s psychomotor and physical development. At 12.5 months, the child was holding her head, turning over and sitting on her own. She was enrolled in
an early intervention program to improve her quality of life.

Conclusions. Survival rates and life expectancy are high in children with Lejeune syndrome. The type of deletion, its size and location have a significant
impact on the clinical features of the syndrome and on the prognosis of the patient’s life. The main factor that can improve the prognosis of patients with
CdCSis early diagnosis, as it allows establishing early therapeutic and preventive methods aimed at potentiating the physical and mental development.
The research was carried out in accordance with the principles of the Declaration of Helsinki. Informed consent of the child’s parents was obtained for
the research.

The authors declare no conflicts of interest.
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Beryn

Matepiany (KUIbKOX reHiB) Ha KOPOTKOMY ILjiedi

unapoM JlexeHa, abo CHHIPOM KOTSTIOTO
kpuky, abo CACS — piakicha criagkosa, re-
HeTUYHa, Ay TOCOMHA, IMcMopdorenHa 1ma-
TOJIOTis1, AKa TTPOSABJISIETHCS BPOXKEHUMU aHOMAJTisI-
MW PO3BUTKY Pi3HUX OPTAHIB i CUCTEM yHACJHIIOK
Y4acTKOBOI a00 MOBHOI BTpaTH (z1e1ellii ) FeHeTHYHOTo
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'satoi (5-1) XxpomMocomu. [HITMMY Ha3BaMHU 1{bOTO CUH-
IIPOMY € «CUHJIPOM JIeJIellii dP-»; «dP- CHHAPOM>;
«CHHJIPOM 5P-XPOMOCOMHU»; «MOHOCOMisl dp». Y1iep-
nre onucanuii K. Jlexkenowm Ta criBasT. y 1963 p. [7]
CuHIpOM BUHMKAE BHACJTIIOK TIOBHOT 00 YaCTKO-
BOI BiZICYyTHOCTi KOPOTKOTO Ijieda 5-1 XpOMOCO-
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Mu (5p-) (Biz 35% 110 55%), 1110 TIOB’s13aHO 3 ii /1esierti-
€0 de novo B moHanx 85% BuUIIamkiB, a 3
[UTOreHeTHYHUMU PizKicHruMu abepartisvu — y 10%
Bunazkis [ 1,8]. HaykoBusam Branocs BuinnTy, 3a-
CTOCYBAaBIIYU ITUTOTEHETUYHUM aHaMI3, crienniuny
NiJITHKY Ha KOPOTKOMY Tijiedi 5-i XpoMocoMu
(5p 15.1-5p 15.3), sika BignoBiAa€ 3a opMyBaHHS
CdCS. 3aBasku IUTOrEeHETHYHOMY MOJIEKYJISIPHOMY
aHaJi3y Ha OCHOBI (hiryopeciieHTHOI ribpuan3artii
in situ (FISH), orpumano GiJibIil TOUHI pe3yJibraT,
30KpeMa, inenTrdikoBano gianason Big pl3 no p15.2,
MOB’SI3aHUH 13 IEBHUMU KJITHIYHUMU O3HAKAMU CHUH-
JIPOMY KOTSIUOTO KPUKY, 1 B MeKax IIbOTO IHTEPBaTy
BUSIBJIIIOTHCS /1Bl JIIJISTHKU: OJIHA — TIOB’S13aHA 3 TUTIO-
BuM CdCS (posramosanuii y 5p 15.3), a inma —
3 qrucMopdizaMoM, Mikpoliedariero i po3yMoBOIO Bijl-
crasictio (poaramoBanuii y 5p 15.2) [8].

Mema nociijizkeHHs — PO3IJITHYTH Pi3Hi aclieKTu
CdCS (enigemiosorito, KiiHiuHi 0cO6JUBOCTI, ia-
FHOCTUYHI METO/IH, JIIKYBaHHS 1 IIPOTHO3).

Binvwicmy sunaokie CACS He nepemaeThest B cia-
NoK. BrpaTa reHiB Ha KOpOTKOMY TL7I€4i 5-1 XpOMOCO-
MU BiZ0yBa€ThC YacTille SIK BUMAAKOBA OIS i/
yac (popMyBaHHS PETPOLYKTUBHUX KIITHH (SUTEKITi-
THH, CIIEPMATO30i/1iB) a00 Ha PaHHIX eTarax BHYTPIll-
HbOyTpoOHOTO pocty. /litn, ypaxkeni CdCS, 3a3uyaii
He MAaIOTh y POJIMHHOMY aHaMHe3i 1Ti€i maToJiorii [ 1].

Eninemiogorisa. Hessaxaoun na te, mo CdCS
€ PIAKICHUM, BiH SIBJISIETHCS OAHUM i3 HAUIIONINPEHi-
X XPOMOCOMHUX CUHIPOMIB Y ZliTeH. 3a OI[iHKaM#1
creriamicris mo0 nomupenocti CACS, neit cun-
apom BusiBistioTh y 1 Ha 15 000—-50 000 HOBOHApO-
JUKEHUX KUBUMU fAiTeid. HaituacTinre XBOpitOTh fi-
BYaTKa, CIIIBBIJHONMEHHS MIX JIiBUYaTKaMU
i xmomumkamu, siki crpaskaaiors Ha CACS, ctaHOBUTS
npubsusHo 4:3. Binminnocreit y posnozaini CACS
MizK pacamu abo reorpadidyHUMK pailoHaMK He BCTa-
HOBJIeHO. CepeJl pO3yMOBO BiICTAIOTO HAaCEJIeHHS
BUSIBJISIOTD 6J113bK0 1% smogieid i3 CACS. 3a pesyiib-
TaTaM¥ BUBYEHHS aHAMHE3y B MaTepiB, 10 HAPOAUIN
mireii i3 CACS, yacTo BUSBJIAIOTH TaKi CTaHU B IIepi-
OJ1i BariTHOCTI: TimepeMe3uc, aHOPEKCit0, TOKCEMITO
i BariHasibHy KPOBOTEUY, & TAKOK OATbKU BKA3yIOTh
Ha BIJIUB Pa/Ii0aKTUBHOTO OITPOMiHEHHS Ha OPTaHi3M
marepi. Y 44% BUNaAKiB mepebir moIoriB y JKiHOK,
o Hapoun autuny 3 CdCS, € matosoriuamum [ 5].

3 KJIHIYHIX 0COOJUBOCTEI CHHAPOMY KOTSIUOTO
KPUKY B JIiTEN y TIePio/ii HOBOHAPO/JKEHUX 1 IiTel
PaHHBOI'O BiKy HalO1IbII XapaKTEPHOIO 1 ICKPABOIO
KJITHIYHOIO 03HAKOIO € TUIOBUI KpuK. Ile ciabkumii,
MOHOTOHHUM, TPOHU3IUBUI KPUK, CXOKUI HA KOTSUe
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HAIBKaHH [ 1], AKW 3a3BUUAl 3HUKAE TPOTATOM KiJTh-
KOX MicsiiliB abo pokiB skutTs. [IprunHa mosiBu Tako-
ro KPUKY ITOB’sI3aHa 3 aHOMAJIi€10 HA/[TOPTAHHUKA
(Mastoro po3Mipy, BUTHYTHH ) Ta ropTaHi (Timoriac-
THYHA, pPoMOOIToi6Ha a60 YOTUPUKYTHA ), SIKi CITPHSI-
I0Th TOSIBI /IOZIATKOBOTO TOBITPSHOTO TMPOCTOPY
B ITpoiieci Tos10coBoi (ponartii. Ciisl 3a3HaUnTH, 1110 HA
MOSIBY TUTIOBOTO KPUKY B HOBOHAPO/XKEHUX 1 /liTell
PaHHBOTO BiKY BIUIMBAIOTH HE TIIbKW aHOMaJTii PO3-
BUTKY Ha/ICOPTaHHUKA [ TOPTaHi, a TAKOXK CTPYKTYP-
Hi (opraHiuHi) i/a60 (GyHKIIOHATBHI PO3JIaIN HEPBO-
Boi cuctemu [11].

3azBuuaii 1itu i3 cunapomom Jlexxena HapoKy-
IOTHCSI B HOPMAJIbHUH TePMiH BariTHOCTI, Ha 40-My
THZKHI TecTallii, MpoTe 3 HU3bKOI0 MACoIo Tijta (MeHIe
20-ro eprienTHs, 2,614 Ty cepemHbOMY ) i MATMA
posMmipamu Tijia (3aBsKan HuK4e 50-ro TepPIeHTHIs ).
Y IpoIoBIK MEpIIUX POKIB JKUTTS PICT 1 pPO3BUTOK [li-
teti i3 CdCS naazsnualiino MmoBiIbHUH, 11e 0B’ I3aH0
3 TPYAHOIIaMU rOyBaHHs (CIa0KiCTIO i MOPYIIEHHSIM
CMOKTaHHs, ucdariero, M’ I30B0OI0 TITIOTOHIEO, Ta-
cTpoe3odareasibHIM 1 HazaabHUM pedhriokcom) [1].

[HIMMYU paHHIMU TIPOSIBAME CUH/IPOMY € el1i30/11
acdikcii, IaHOTUYHOTO KPU3Y Ta IHCITIPATOPHOTO
ctpuziopy [1]. Enisiericis He xapakTepHa /7151 [iTel i3
CUH/IPOMOM KOTSIYOTO KPUKY [9].

Cepen ycix cMepTeii JiTel i3 CHHPOMOM KOTSTY0TO
KPUKY 75% 3apeecTpoBaHi B riepiti micsirti skutTst i 90%
MPOTATOM poky. Haituactimmmu npuanHamMu cMepTeit
niteit i3 CACS € Bpo/KeHi Bajin cepiist, pecriipaTopHuii
JIICTpeC-CUH/IPOM Ta acIipalliiiHa ITHEBMOHIs [4].

Y niteil i3 cunapomom JlexeHa BiJl3HaYa€THCS 3a-
TPUMKa PO3YMOBOTO Ta (izmuHoro po3BuTKy. Cepen
OCHOBHUX YEPEITHO-JIUIEBUX 3MiH € MiKkpoliedaris,
siKa 0COOJTMBO BUPasKeHa B TIEPIIT JIBA POKU SKUTTSI.
[l HUX XapaKTepHUI TAKOK JTUIEBUH AUCMOPdizM
i3 TIepeBaskHO BEPTUKAIBHUM XapaKTePOM POCTY JIn-
IIEBOTO CKeJIeTy i BUpakeHoio acumerpieio. Y 83,5%
MAIiEHTIB BisK HAPOJKEHHS BUSABJISIETHCS «MiCIUHE>
06JIMYYs, SIKE MOCTYTIOBO 3HUKAE B Mepiojii mybeprary
Ta B IOPOCJIOMY Billi, IePeTBOPIOIOYHCH HA BUTSTHYTE
it By3bke 06/iuust. Cepest iHIMX JIMIEBUX 3MiH Y Ma-
rienTiB i3 CACS cuij 3a3HaYnTH: rilIepTeI0pU3M,
emikanT (90,2%), 3aruyTi onu3dy Kytu pora (81%),
mupoxe nepeices (87,2%), KOPOTKUii xK0JI000K Ha
BepxHiii ry6i — dissrpym (87,8%), MikpopeTporHatist
(96,7%), HU3bKO PO3TAIIOBaHi ByXa 3 By3bKUM 30-
BHIIITHIM CJIyXOBUM TIpoxojioM [ 1,3]. Y panHbOMYy /111-
TUHCTBI B JliTell i3 cuHapoMoM JlexkeHa criocrepira-
€THCS M'SI30Ba TIMIOTOHIS, SIKA IIOCTYTIOBO 3MIHIOETBCS
Ha rinepronyc. [H1i 1oB’s13aHi 3 BIKOM 3MiHU T1epe/I-
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GavaroTh: Ha[MipHUI pO3BUTOK JIOOHUX OYTpiB (31%),
TOPU3OHTAJbHE PO3TANIyBaHHS OYHUX MIIJTUH
(70,2%), mikporiedaito, aHoMaIbHY JiepMaToridiKy
(92%)[2,3,5].

CnocTepeskeHHs 3a IiThbMU i3 cuHAPpOMOM Jlexe-
Ha BKa3ylOTb HA HAsIBHICTb Y HUX 30POBUX 1 CJIYXO-
BUX 3MiH. /|0 HAaUMOMUPEHIMUX 3MiH HAJEKNUTh
Mi/IBUITIEHA YYTJIUBICTD /10 3BYKIB i3 PO3BUTKOM CJIY-
XOBOTO INCKOMGOPTY, KOCOOKiCTh. MeHTI mormmpe-
HUMU 3MiHAMU € TJIyX0Ta 1 Tinoakysid (TyToBy-
xictp). Jua piteit i3 CACS xapakTepHa TaKoX
KOPOTKO30PiCThb, PO3BUTOK KaTapaKTH, IiJIBUII[eHA
YYTJIUBICTH 3IHUIII /10 METAXOJIHY 1 PE3UCTEHTHICTh
110 MifipiaTHKIB (depe3 aedeKT M's13a, IO PO3IUPIOE
3inuti) [2,6].

it 3 CdCS moxxyTh MaTi aHomautii 3 60Ky cepiie-
BO-CYJIMHHOI, CEYOCTATEBOI, IMyHHOI Ta iHIITUX CHC-
TeM. CepeJt cepiieBoO-CyIMHHOI TTATOJIOTii YacTillie BU-
SBJISTIOTHCS BPOJIKEHI Baau cepild (1iaHOTUYHA
dbopma Terpagu Dasno, nedeKkTr MixKILTYHOUKOBOI
Ta TepeICePIHOI TIePeTOPO/IOK, BiIKPUTA a0pTaTbHA
ITPOTOKA TOTIIO ), TeMaHTiomu [6]. CTocoBHO cevocTa-
TEBOI CUCTEMMU B JIiTel i3 cuHapoMoM JlexxeHa pee-
CTPYIOTbCA Pi3Hi MATOJIOTIYHI MTPOSIBU 3aJI€3KHO BiJl
BiKy. Tak, KpUIITOPXi3M HAUTIOMIUPEHITITNH Y XJIOTIH-
KiB paHHBOTO BiKY,  TITIOTOHAJIN3M — Y TJITKIB [8].
JliBuaTKa i3 CMHAPOMOM KOTSYOrO KPUKY B I1yOepTar-
HOMY Billi MAIOTbh MOBIJIBHUN PO3BUTOK BTOPUHHUX
CTaTeBUX O3HAK i3 MeHapXxe, MPOTe MEHCTPYyaIlil He
peryssipHi [3]. Bagyn po3BUTKY HUPOK y MAITIEHTIB i3
CdCS criocrepiratorbest BKpaii 3pijka. Y HUX MOKJIN-
BUI PO3BUTOK IIEBHUX MeTabOJIIYHIX aHOMAJIiii, Ta-
KUX SIK ZIeDiliUT CMHTE3Y ITypPUHIB (PU3UK HEOCTAT-
HBHOTO PO3BUTKY HEMPOHHUX 3B’43KiB). ¥ HiTell i3
cunpoMoM JlexeHa 3HIKeHa aKTUBHICTH KJTI TUHHO-
ro (haromuTo3y i MiIBUINEHA CXUJIbHICTb /10 IH(DEKITiit-
HUX 3aXBOPIOBaHb BEPXHIX IUXAIbHUX MIJIAXIB [11].
Y narieHTiB MKJIBHOTO BiKY 1 Mi/IJIITKIB 4aCTO Jlia-
THOCTYETBCS ITPOTPECYI0YNH CKOTi03, TPUYUHOIO SIKO-
TO € HaPOCTaHHS M'sI30BOTO TITIEPTOHYCY 3 BikoM [ 12].

Haityacrimumy opodailialbHUMU aHOMaJIisIMU
€ MIKPOpPETPOrHatist 3 BUCOKMM TiHeOiHHAM (50% ).
3piJiKa CIOCTePITa€ThCs HE3POIIEHHS TBEPIOTO ITi/I-
HebinHs (BoBua mama) (5%) [5]. 3MinHuit Hempa-
BUJILHUH TIPUKYC PEECTPYETHCS Y 75% miteit i3 CACS,
CIIOCTEPITaeThCA TNOIIA3id eMaJli, 3aTpUMKa ITPopi-
3yBaHHsI 3y0iB i XpOHIUHKH TTEPIOAOHTHUT [5)].

Mitu i3 cuaapoMom JlexxeHa MaioTh TTOBEiHKOBI
POOIEMH, SIKi TIOJIATAIOTH B: TirepakTuBHOCTI (50% ),
HaJIMIpHI paJIoCTi, BTpaTi yBaru, He3rpabHOCTI, arpe-
CUBHOCTI, YIIEPTOCTI, iHO[I BUSIBISIETHCA CAMOTPAB-
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MaTHyYHa ToBeiHKa. CaMOYIITKOIZKEHHS € ToTnpe-
uuM siutieM y aiteit i3 CACS. Bigbysaerbces 1ie 3a
TPHOMa CXEMaMM: yIapH T'0JIOBOIO 00 Pi3Hi IIpeJIMETH,
00 YaCTUHU TiJIa, CAMOTPABMU, CIIPHYMHEH] YKYCaMI.
Boarouac 6iibiricTh JOCIKEHb BKa3yl0Th Ha T€, 10
oco6u 3 CACS 3arajiom MaoTh IPUEMHY, JIOOISUY
ocobwucTicT. JIniie KiJTbka 3apeecTPOBAaHNX BUTIAJIKIB
BUSBJISIIOTH O3HAKMU ayTU3My [ 3].

He Bci fiTn i3 cunipomom Jlexena 31aTHi 3aCTOCO-
BYBATH [IJIS CITIJIKYBAaHHS PO3MOBHY MOBY, iHO/Ii BOHU
BUKOPHUCTOBYIOTH 3 YCITIXOM MOBY KecTiB [6].

Kainiyauii BUnasiox

Jisuunxa M., BikoMm 8 Mic41iB, HaiinIIa Ha obCTe-
JKeHH4 1 JIIKYBaHHS /10 HEBPOJIOTIYHOTO Bii/IlIEeHHSI
JUTSY0I KiriHigHoi JikapHi Ne 4 M. Knesa 3 riarnozom
«3arpuMKa Qi3MIHOTO, CTATOKIHETUYHOIO, IICUXid-
HOTO, MOBJIEHHEBOTO PO3BUTKY Ha T cuHAPOMY Jle-
JKeHa, CTaH TiCJis omepaltii 3 MPUBOJLY BPOJIXKEHOI
BajiM cepirst «Koapkraitist aoptus.

Anamnes. /l[utrHa HapoawIacs BiJ| TEPIIOi BariT-
HOCTI, s1Ka 11epebirajia 3 TOKCMKO30M IePIIOl TI0JIOBH-
Hit. MaTu IUTHHY 1111 Yac BariTHOCTI lepeOyBaJia 1t
HATJISJIOM aKyIepiB-TiHeKOJIOTiB Y KOHCYJIBTaTUBHIN
MOJTIKJTiHIIT, /le HEOJTHOPA30BO MTPOBOINJIN YIbTPa3-
ByKoBe jrocatipkenss (Y 3/1) miona i giarnoctyBanu
B I1JI0JIa BPO/IZKEHY BaJLy Ceplisd — KOApKTaIlilo a0pTH,
3aTPUMKY BHYTPIlITHBOYTPOOHOTO PO3BUTKY.

JliBurHKa HapoAUIacs Bil MOJIOANX OaThKiB (MaTh
BiKOM 24 poxu, 6aThKO BikoM 26 POKiB), sIKi BBasKaJIi
cebe 3mopoBumMu. KypiHHsl, BJKUBaHHS aJIKOTOJIIO,
Me/INKaMEeHTiB, HADKOTHKIB 3allepevyBaJIi.

JlnTrHa HapoaUIacs MIITXOM KecapeBOTO PO3THHY
Ha 39-My THIKHI BariTHOCTI 3 Macoio Tisa 2250 r,
JOBKIHOIO 45 cM, 06Boz1oM ros10Bu 31 cM, 06BoTOM
rpyzHoi kiaitku 31 em. 3a mikasioo Anrap — 7—8 6asis.

Kpuk autuHu micsist HapojsKeHHst OyB CIabKuM,
MOHOTOHHUM, TPOHU3INBUM, CXOKMM Ha KOTSTI€ HSB-
KaHHA. Y JUTUHU CIIOCTEPIrasocs CTPUA0PO3HE J1-
xan#s. JIikapi 3BepHYIM yBary Ha YepermHo-TuIeBi
BiAXWJIEHHST: MiKpoledaJIiio i auieBuil 1rucMopdizm
(MiKpOTHATIiT0, KOPOTKUH (PiTBTPYM, ITUPOKE TIepe-
Hiccs, TIepTesI0pu3M, elikKaHT, MaJeHbKi, HU3bKO
pO3TaIloBaHi ByXa).

Y nutuHM M'SI30BUiT TOHYC OYB 3HUKEHUM, B'SLTO
CMOKTaJIa TPY/IM, TIOTaHO Habupasia Macy Tijia, BTpa-
YeHy IiCJIsI HApPOJIsKEHHS.

Ha apyromy TWXHI XKUTTS AUTUHY YCIIITHO
poorepyBaJu 3 MPUBOAY KOapKTallii aopTu
y Y «IlenTtp kapaiosorii ta kapaioxipyprii MO3
Yxpainu», micjs 4oro mepeBesiv A0 BifliJeHHA
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MaTOJIOTi HOBOHAPO/XKEHUX, Y SIKOMY, BPaXOBYIOUMN
MopbhodyHKITIOHANIBHI 0COOIMBOCTI MiBYNHKH,
MPU3HAYNIN OTJISA/l TeHEeTHUKa, SIKUH 1oTepeIHbo
JIIaTHOCTYBaB CUHPOM KOTSYOTO KpUKYy. /liarHO3
CdCS migrBepann UTOreHETHYHUM JJOC/I DKEHHIM
3a noromoroio G merony FISH (dayopeciientna
ribpumsartist in situ): 46, XX, 5p-. 3a 2 micsiti motomy
B IMTUHU JIIaTHOCTYBAJIA TYTOBYXICTb.

Jlani 06’ exmuenozo o6cmesxcenns. JliBunnka 3i
3HIZKEHOI0 Macoo Tijia — 6230 1 (<3 neprieHTnIs );
nosxuHa Tisa — 60 cM (<3 mepueHTHIA); 00Bix
rosioBu — 40 cm (<3 mepiieHTHIIs1), 00Bi TPyIei —
41 cm (<3 mepIieHTnIsA ).

Y muTrHM — ITyMHE CTPUI0OPO3HE AUXAHHS (4acTo-
Ta anxanHsa — 30 Aux. pyxiB 3a xBunuHy ). [IpuBeprae
yBary crienugivaHii TeMOP TOJIOCY, 0 HATa/Ly€ KOTsI-
Je HIBKaHHS, KPYTJIe «MicstenofibHe» 00Inyust, Ko-
CUH PO3pi3 0Ueid, eMiKaHTYC, FIepTeIopU3M, IUPOKe
repeHiccs, CIIONeHNH Hic, HU3bKO PO3TallloBaHi
BYIITHI PAKOBUHU, MaJIeHbKa HIKHS 11ieJiela, KOpoTKa
st MO3KOBUI Yepert BiTHOCHO MaJInX PO3MipiB J0-
gixoteanbHoi (popmu. KopoTki Ta MIMPOKI TasIbIli Ha
pykax. Ha 060x posoHsIx — momepekosa 60po3Ha.
M’s130B1ii TOHYC 1 CyXOKUITKOBI pediekcu (Kaprio-
pajliabHUH, KOJIHHUH, aXiJJIOBUM, ITiI0NTBOBII )
sawskeHi. [latooriuamii pedirekc babincbkoro Ha
000X KiHIlIBKaX, 3HUKEHHS PeaKIliii KOHBEPreHilii Ta
akomojaitii. J[utrHa moraHo yTpUMYE TOJIOBY, HE Tie-
PeBePTAETHCS 31 CIIUHU Ha JKUBIT, i3 5KUBOTA HA CIIIHY,
He cuuTh. JutHa He rysmTh. [IIKipHi TOKpuBY Yuc-
Ti, BoJiori. Typrop TkauwH 3amkennit. [lanpimyoTses
misiki (0,2—-0,3 cm), 6e360TiCHi, MIIIBHI T AIe/IeHi
gimbarmyni Bysm. CmnszoBa 000JI0HKA POTa POKEBA,
3y0u BijicyTHi, roTnyHe mmigHeOiHHs. Buisens i3 Hoca
HeMae. Y JieTeHsAX — IMyepuIbHe TUXaHHs, TPOBiTHI
XpuI 3 000X 60KiB. MesKi ceplist BiIMOBIAI0Th BiKY.
IIpu ayckysbraiiii cepiid TOHU pUTMIiUHI, 3BYYHi, Yac-
TOTa ceprieBux ckopouenb — 120—-130 ynapis 3a xBu-
Jqny. JKuBitT M’ gxuii, roctynHuii nagpnarii. [Tedin-
Ka — 1paBa J0Js: +2 M i3-11ij1 pebepHoi 1yru; giBa
mouist: 0,5 e B eniractpii. OKpyrimm kpaem, 6e360Jric-
Ha, eJIACTUYHOI KOHCcUCTeHITi1. MixypoBi cuMnromu
Bix'emui. Cenesinka ne najbiyerbest. Dizionoriuni
BUIIOPOKHEHHS B HOPMI.

[ocipkeHHs BAKOHAHO Bi/IIIOBIZTHO /10 PUHITUIIIB
Tesncinebkoi gexmaparrii. Ha mpoBeneHHs f0CiKeHb
OTpUMaHO iH(HOPMOBaHY 3roj1y OaTbKiB JUTHHH.

IToka3uuku 1a00PATOPHUX T IHCTPYMEHTATIBHUX
METO/IB IOCHIZKEHHA. 3a2albHUll AHANI3 KPOBi:
epurporut — 3,5%10' ki1 /11, remoryiobin — 118 v/,
neiikonuTy — 6,5x10° ki1 /1, eosunodinu — 4%, 6a3o-
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binu — 1%, uetirpodinu — 35%, aimpormru — 55%,
MOHOIIUTU — 5%, NIBUAKICTb OCiIaHHS €PUTPOIIH-
TiB —10 MMm/TOI.

Bioximiune docnioncenns kposi: 3aranbHuil GiI0K —
60 r/m1, anboyminu — 60%, riobyminm — 40%, anami-
HaminoTpancdepasa — 20 MMoJIb/ 7T, acmiapTarta-
MinoTpancdepasa — 16 MMoab /i, 3araabHUN
6imipy6in — 18,5 MKMOJb/J, TIAIOKO3a —
4,8 MMOJIb/JI, KaJIbIliit — 2,5 MMoJIb /1, hochop —
1,07 mmoub /71, 3271130 — 16,5 MKMOJIB /J1.

Yivmpassykose docaidncenis opzainie uepesnoi no-
POJicHUHIL: 301TBIIIEHHST PO3MIPIB MEYiHKY 3 YIITiJIbHEH-
HSM 11 CTPYKTYPH, lehopMallist Ta TimoKiHe3is }KoB-
YHOTO MiXypa.

3azanvHutl aHani3 ceui: KoJip — COIOM STHO-KOBTH,
MyTHa, niibHicTs — 1025 v/1; pH — 8,0; riiokosa —
HeMaE€;, KeTOHU — HeMae€; emiTesiil — OquHNYHUN
TJIOCKU, JielkonuT — 2—3 y 1o 3opy (11/3), epu-
tporutu — 1-2 y 11/3, coni — docaru B 3HaUHIN
KIJIbKOCTI.

Enexmpoxapdioepama — ciHycoBa apuTMisi.

Takum YuHOM, y AIBYNHKH 3 TUTIOBUM KPUKOM,
Mikporedaiero, mueMopdizaMoM 00Ina s, HU3HKOIO
MacoIo TiJia i 3pOCTOM Ha MOMEHT HaPOJKEHHS, T10-
raHolo IIPUOABKOIO0 MACH Tijia Ha MEPIIOMY IiBpivuyi,
M’SI30BUM TIlIOTOHYCOM Ta IHITUMU CUMIITOMaMU
BUSBJIEHO CUHAPOM KOTIYOTO KPUKY YHACHTI/IOK
XPOMOCOMHOI mtaToJiorii (46, XX, 5p-) i3 3aTpUMKOIO
(pizmuHOrO, CTATOKIHETUIHOTO, TICUXiYHOTO, MOBJIEH-
HEBOTO PO3BUTKY, TYTOBYXICTIO, IUCMETAGOIIUHOIO
HedporaTiero, CTAaHOM TicJs omepallil 3 MPUBOLY
BpO/IKeHO1 Basiu cepiist « Koapkraitis aopTtu».

HiarnoctyBanns cunjpomy Jlexkena € 10cuTh
CKJIQJIHAM, BPaXOBYIOUH Te, 1[0 OaraTo KJIiHIYHUX
CHUMIITOMIB € Cy0 €KTUBHUMU, 30KPEMa, «MiCSuHe>
06Ty, TIMEePTEeJIOPU3M, 3aTHYTi KYTOYKH POTa,
HU3BKO MOCAIKeHi ByXa TOIIIO, IKi MOKYThb OyTH KJIi-
HIYHUM 1podiieM iHIINX TATOMOTIYHUX cTaHiB. Tomy
MO’KHa 3pOOMTH BUCHOBOK, 110 HaJIe)KHE KJIiHIYHE
NiarHOCTYBAHHS CUHPOMY 3aJI€KUTh BiJl 3/TATHOCTI
JIKapiB po3MizHaBaTH KOMILIEKC OiIbII CrierugiuHmx
cuTyalliil: Mmikpouedatis, gueMopdizm 06 ImaYs, TH-
OB KPUK, HU3bKA Maca Ha MOMEHT HApPOJKEHHS,
M ’s130BHUii rinoTonyc Toio). [Ticsis BcranoBaenHs mo-
TepPeTHbOTO /IiarHO3y TEPITUM TOTATKOBUM TECTOM
Mae OyTH aHasIi3 KapioTuiry. SIKIIO pe3y IbraTi B MEsK-
ax HOPMH, ITPOTe BOHU He Bi/IIIOBiIAl0Th IIPUITYIIICH-
HSIM JIIKapiB CTOCOBHO cuHApoMYy JleskeHa B TTalieHTa,
HoTpi6bHO POOUTH OisIbII TOYHMIA IUTOr€HETUYHIIA
moutexyssipamii anasis (FISH, CGH ab6o kinbkic-
HUM — TToJ1iMepas3Hy JaHIoroBy peakitio — [1JIP).
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KisibKicTb 1iarHOCTOBAHNX T€HETUYHUX CUH/IPOMIB,
CIIPUYMHEHNX XPOMOCOMHOIO JIeJIeli€0, 3HAYHO
301/1bIINIACS, BUKOPUCTOBYIOUH aHAJII3 3a J0IIOMO-
roto riopuausartii in situ (FISH). ITpotsirom ocran-
HbOTO lecsaTumiTrd ananis FISH nonoBaennii rexniv-
HUMU MOXJUBOCTSIMH, TAKUMHU SK TTOPiBHSAIbHA
ribpuzmzartist reromy (CGH). OcobsmBo 3aciyroBye
Ha yBary metosi CGH na ocnosi mikpounnis /[HK
i kipkicuoi IIJIP. CGH € nepmoro miatgopmoio
3 MOKJIMBICTIO BKJIIOYATHU TOBHUH T€HOM i3 MapKepa-
MU, TII0 TIEPEKPUBAIOTHCS, 1 11e 1a€ 3MOTY BUSBUTH
reHeTUYHI 3MiHU, He 3aPEeECTPOBaHI 3a JOTIOMOT 00
iHmmx 3aco6is [9].

JlikyBanus. CACS mikyioTh MIJISIXOM yCYHEHHST
crieluhiYHUX CUMITTOMIB, SIKi M€ TTeBHUH TIAI[IEHT.
JlikyBaHHsT MOKe TIOTPeOyBaTH CKOOPIMTHOBAHWX 3~
CHJIb KOMaH/I! CIIEIialiCTiB, 30KpeMa, CiMENHMX JIi-
KapiB, nemiatpis, JIOP-mikapiB, opTonenis-TpaBma-
TOJIOTiB, XipypriB, Kap/ioJoriB, n1edeKToN0riB,
JIOTOI1€e/1iB, HEBPOJIOTIB, CTOMATOJIOTIB Ta 1HIITUX Me-
JMUYHUX MTPaIliBHUKIB.

Jlikysanus quruan 3 CdCS mae 6yt cucremariny-
HUM, KOMTIJIEKCHUM, i3 paHHiM BTpy4YaHHsaM. OcKib-
KU JIiTH i3 cuHAPOMOM JleskeHa MOXKYTh MaTH TYTOBY-
XiCTb, Y HUX CJI/T 1IepeBipsATH cayX. PanHe BTpyyaHHs
€ BaXKJIMBUM [IJISI 3JIeKBATHOTO PO3BUTKY JAUTUHU
3 CdCS st mocsArHeH s iXHBOTO HAWBHUIIOTO TIOTEH-
miasy. /o mporpaMu paHHBOTO BTPYYaHHS TAaKUX Jli-
Tell BXOJUTD CIIellia/ibHa KOPeKITiiiHa OCBiTa, MOBJIEH-
HeBa 1 hismyHa Teparis, M0 TOYNHAETHCS TiCas
nocaraensd autuan 1 poky [6].

3a HAIBHOCTI B IMTUHU BPOJKEHUX BaJl CEPILs, KOCO-
OKOCTi, KJTUIIIOHOTOCTi, HE3POIIEHHS TBEP/IOTO TTiIHE-
GiHHsI, CKOJII03Y Ta IHIIKX, XipypriyHe BTPYYaHHS MOJKE
OyTH BUKOHAHO JUIs JTIKyBaHHs. BUsKuBaHicTh [iTeil
TicJIst XipypriyHuX KOPEKIIiii 3arajioM Xopoiie [3].

[H11i METOAM JIIKYBaHHS € CUMIITOMAaTUYHUMU Ta
MiATPUMYBATbHUMHU.

Y HaBeieHOMY KJIIHIYHOMY BUTIQJIKY B KJIiHIIT /17151
JIIKyBaHHSA TUTUHY 13 CUHIPOMOM JleskeHa CTBOPEHO
KOMaH/Ty CIETialiCTiB 32 y4acTIO Me/liaTpa, HEBPOJIO-
ra, MCUXO0JI0Ta, Kap/IioIora, CTOMaTOJIoTa, JIOTOTIE/IA.
[TpusHayeHo 3ac00M, sIKi CTUMYJTIOIOTH ICUXOMOTOP-
HUI PO3BUTOK, I[EPEKCOH + arBaHTaH MPOTITOM
45 11i6, iepepBa 2 MicsIIli; ajTi — KOTHYM, YIIPOIOBIK
1 micstist xosrekaspidepos o 500 MO 1 pas/no6y,
IIOJIEHH] 3aHSTTA 3 JIOTOIEZIOM, Macas Tijia 3arajib-
Huii (Ne 10), 1ikyBasibHY TIMHACTHKY, TIJIABAHHS, BOJI-
Hi 3arapTOBYBaHi ITPOLIEAYPH.

[Tics mpoBeieHNX MPOIeAYP Y HEBPOJOTITHOMY
Bigpinenui B autunu (12,5 mic.) mOJiMImuBCS
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KAIHIYHMI BUTTAAOK

M'SI30BUi1 TOHYC, BOHA [I0Ya/1a 100pe TPUMATH FOJIOBY,
nepeBepPTaTUCS 31 CIIMHY Ha JKUBIT, i3 JKUBOTA HA CITUHY,
cuztiti. [i BRIIOYIIN 10 TporpaMu paHHbOTO BTPyYaH-
HS 3 KOMILIEKCOM CIIeI[iaJIbHOI OCBITH, MOBJIEHHEBOI Ta
(pizmunoi Teparii AJ1s MiABUIIIEHHS STKOCTi JKUTTSI.

IIpodinakTuka HApOKEHHS AiTEH i3 CUHAPOMOM
Jlexkerna 6a3y€eThCs Ha BUSHAYEHHI KapioTHITy OaThKiB,
y sikux GyJia xBopa qutnta. HasBHicTh 36a1aHcoBa-
HOI TPAHCJIOKAITl B OTHOTO 3 OATHKIB TI0 JIeJTellii KO-
POTKOTO IJIeda 5-i XPOMOCOMHU € TTOKa3aHHSIM JIJIsT
AHTEHATAJIBHOTO BU3HAYEHHS KapiOTUITY TLJI0/IA /|
4ac HACTYITHUX BariTHOCTEMN, a TAKOK JOCTIIKeHHS
KapioTUIy B 1OTO KPOBHUX POJINYIB /IJIs1 BUSIBJIEHHS
oci0, 1o MaoTh TpaHcoKario [ 10].

IIporno3. {k piBeHb BU:KMBaHH4, TaK 1 OUiKyBaHe
JKUTTS € BUCOKMMMU, 3aPEECTPOBAHI BUTIAJIKY 13 CUH-
apomoM Jlexkena B oci6 Bikom 10 50 pokis. OueBu;IHO,
IO TUTI JIeJIeTil, a TAaKOJK i1 po3Mip 1 po3TalryBaHHsI
3HAYHO BIJIMBAIOTH HA MPOTHO3 JKUTTS MAIli€HTA,
OCKIJIbKH BOHU O€e3110cepeIHbO TI0B’A3aHi i3 cepilos-
HICTIO TAaKUX BaXKJTUBUX 3MiH, K IICUXiYHA i ICIXOMO-
TOpPHA 3aTPUMKA PO3BUTKY.

OO0roBopeHHst

CdCS € piakicHUM reHeTHYHUM PO3JIAIOM, CIIPU-
YUHEHUM BTPATOIO T€HIB (JleJIelli€10) Ha KOPOTKOMY
mwiedi 5-1 xpomocomu. Kiiniuni cummromu Ta mpo-
SBU XBOPOOU B JIiTeil 3a1exKaTh 3a3BM4all Big TOY-
HOTO PO3Mipy Ta po3TalllyBaHHS BU/AJI€HOIO reHe-
TUIHOTrO Matepiany (Bizx p 13 1o p 15.2). ¥V mexax
I[bOTO 1HTEPBAJy BUSABJISIOTHCS 2 [IJITHKU: O/HA —
nos’a3ana 3 TunosuM CdCS, gkuii criocrepirascs
y HaBeJIeHOI HaM¥ MalliEHTKU (PO3TANIOBAHUN
y 5p 15.3), a inmmii — 3 gucMopdizMom i po3ymo-
BOIO BijicTasicTio (po3tamoBanuii y 5p 15.2). Cuin
3a3HAYUTH, 1110 B OIIBINIOCTI MAI[IEHTIB CHH/POM BU-
SIBJISIETHCS BUIIAZKOBO (de 10v0) 1 € «reHeTUYHOI0
MOMUJIKOIO», TKa BUHUKA€E HAa PAHHIX eTarax po3Bu-
TKy 110712 B yrpobi matepi. CdCS moskHa giarnoc-
TyBaTH 10 200 Iic/1s HapoKeHHs. [0 HapOKeHHs
(TTpeHaTasbHO) TMATOJIOTIO AIarHOCTYIOTh 32 JI0TI0-
MOTOI0 aMHIOIIEHTE3Y, 3 IOCJI/ZKEHHSIM KJIITUH I1J10-
Jla Ha JIeJIelliio B KOPOTKOMY TLIeYi 5-1 XpPOMOCOMMU.
IIe o6cTeskeH s MOKHA TIOEAHYBATH i3 pe3yJibraTa-
mu Y 3/1, sike yacrinre BusBJisie HisndHi 0cOOIMBOC-
Ti TUT0/1a 1 1iZ103py Ha reHeTnuHy XBopoOy [1,9,10].

Y HaBejieHOMY KJIiHIYHOMY BUIIQJIKY 32 JaHUMHU
Y3/1 nnona niarHOCTYBaJIU BPOJPKEHY BaJly CEPILs
(KoapKTalliio a0pPTH) Ta 3aTPUMKY BHYTPIiLIHBOYTPOO-
HOTO PO3BUTKY. He3Baskaroum Ha Te, 10 AUTUHA Ha-
poausacst y CTPoOK, y Hel BUSBUJIN 3HIKEHHST Macu
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Tisa, TOBKUHE Tija (<3-r0 HepiueHTuIst ), CaIabKuii,
MOHOTOHHUH KPUK, CTPUIOPO3HE ANXAHHS, Y€PEITHO-
JINTIEB] BiIXWUJIEHHS: MiKpotiedasiio i IUIeBUi A1cC-
Mop(hi3zm (MIKPOTHATIIO, KOPOTKUH (PiABTPyM, ITIPOKE
nepeHiccs, TinmepTeaopu3M, emkanT To1o). [Iporte
JiKapiB Oijbine TypOyBasia Baga PO3BUTKY cepiist (KO-
apKTallisl Q0PTH ), SIKY YCHINTHO MPOOTIEPYBaJN Ha
2-My THXKHI 11032y TPOOHOTO JKUTTS, TiC/Is OIepaiii
y BijI/liJIEHH]I ATOJIOT1] HOBOHAPO/IXKEHUX J[IBYUNHKY
IIPOKOHCYJIBTYBAB FeHeTHK, SIKUI MoTlepeiHbo Jia-
FHOCTYBaB «CUH/IPOM KOTSIYOTO KPUKYy». [liarHo3
CdCS migrBepann UTOreHETHYHUM JOCIIKEHHIM
3a oromoroto G merorny FISH (duryopecenTHa ribpu-
au3altis in situ): 46, XX, 5p-. 3a 2 micsiii B IUTUHI
JiarTHOCTYyBaJu TYToByXicTh. CJiji 3a3HAUNUTH, TIIO
B HOBOHapokeHnx CACS MosKHa 3a1mio3puTn Ha
OCHOBI PETEJNLHOT0 KJIiHIYHOTO OI[IHIOBAHHS, 3 BUSB-
JIEHHSM TUTIOBUX O3HAK 1 CUMIITOMIB: MiKporiedaii,
narcMopdizmy 00JIMYUs, THTIOBOTO KPUKY, HU3BKOI
MAacCH TiJia, M’SI30BOTO TITOTOHYCY TOIIO; MiATBEPAUTH
MATOJIOTII0 aHATI30M KapiOTHILY i OLIBII TOYHIMHU 11 -
ToTeHeTUYHUMU MoJsieKyJisipuuMu metonamu (FISH,
CGH a6o xinbkicuuii — [1JIP). HesBaskatouu Ha Te,
110 B HABEJICHOMY KJIIHIYHOMY BUTIA/IKY IUTHHI BCTa-
HoBuH liarHo3 «Cunapom JlexkeHnas, 6aTbKi 3BEpHY-
JIUCS 110 KJIIHIYHY JIOTIOMOTY JIHIle Y Billi 8 MicAIiB
y 3B’SI3KY i3 3aTPUMKOIO (DI3UTHOTO, CTATOKIHETUIHO-
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