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CuHapom Jexena, cvHapom Cri du Chat (CACS), koTa40oro Kprky, CUHAPOM AeneL|i KOPOoTKOro nieya 5-i xpomocomu (5p), Sp-crHOPOM BUSIBNEHWI
y 1963 p. dpaHLy3bkm reHeTrkoM XK. JlexxeHoM. HadBa CUHAPOMY «KOTSHMIA KPYIK» HANEXMTb 10 HaXapakTepHILWOi KNHIYHOT 03HaKK, BUCOKMIA NPO-
HUBAMBII MNad, CXOXMIN Ha HABKaHHA KOTa, AKWUI 3a3B14ait 3HVIKaEe B NepLUi poku xmTTs. C1HAPOM BUHMKAE BHACNIOOK MOBHOI 260 YacTKOBOI BiACYT-
HOCTi KOPOTKOro nneva 5-i xpomocomu (Bia, 35% 10 55%), 0 NOB’A3aHO 3 AeneL|eio XpOMOocoMM de Nnovo y noHaa 85% sunaakis. OcTaHHiMM poka-
MW 3aCTOCYBAHHS FEHETUYHIKX MONEKYNAPHIX METOAIB BHECIV NPOrPeC y AiarHoCTyBaHHA CACS.

MeTa — po3rngHyT1 pisHi acnektn CACS (enigemionorito, KNiKiuHi 0co6AMBOCTI, AIArHOCTUYHI METOAW, NIKYBAHHA Ta MPOrHO3).

HaBeneHo kniHiYHKMIA BUNagok CACS y AiBUMHKI BIKOM 8 MIC., 9Ka nepelyBana Ha MikyBaHHI Y BiAAINeHH HEBPONOTI ANTAYO! KNIHIYHOT nikapHi N° 4
M. Kvea. iBUMHKY rOCNiTanisoBaHo 40 HEBPO/ONYHOMO BiAAIIEHHA 3 BIACTABAHHAM Y (DISUYHOMY, CTaTOKIHETVHHOMY | MCKXIYHOMY PO3BUTKY, TYrOBY-
XICTIO Ha NI cMHApPOMY J1exeHa, CTaH nicng onepadil 3 Npreoay BPOLXEHO! Baau cepud <KoapkTauis aoptiy. CTBOPEHO MyNbTUANCUMANIHEPHY KOMaH-
ay nikapis. MNpoBeAeHO KIHIKO-1abopaTopHe OOCTEXEHHS Ta MPU3HAYEHO NIKYBAHHA, AKe BK/IIOHANO NikapChbki 3aC00U, LLO CTUMY/TIIOIOTE MCUXOMO-
TOPHWI | PI3NYHMIA PO3BUTOK AUTVHW. Y 12,5 MIC. ANTMHE OTpMMana rof1oBy, CaMoCTIMHO NnepesepTanacs 1a cuaina. i BKAumav 40 NPorpamy DaHHBOro
BTPYYaHHSA AN NONIMWEHHSA AKOCTI KUTTS.

BucHoBKMW. PiBEHb B/XXVBAHHSA Ta OUiKyBaHE XUTTH € BUCOKMMU B AiTeN i3 cnHapoMom Jlexera, Tun aeneui, i po3mip | po3TallyBaHHA 3Ha4HO BV
BaIOTb Ha KNiHIYHY OCOONMBICT CMHAPOMY | TPOrHO3 XMUTTA NaLieHTa. OCHOBHUM YMHHKKOM, 3@ AOMNOMOr OO KOO MOXHa NOAINWKTHA NPOrHO3 NalieH-
TiB I3 CACS, € paHHE BCTAHOBNEHHS AiarHO3Y, OCKINbKY Lie Aa€ 3MOry BCTAHOBWTY TEpaNeBTUYHI 1 NPOdiNakT1yHi METOAM, OPIEHTOBAHI Ha MOTEHLLIO-
BaHHA (DI3VYHOTO i MCUXIYHOrO PO3BUTKY.

JocnipKeHHs BUKOHAHO BIAMOBIAHO A0 NMPUHLMMIB [ebCiHCBKOT Aeknapalil. Ha npoBeaeHHA 4OCNILKEHb OTPUMAHO IH(DOPMOBaHY 3rofy 0aTbkis
OUTUHN.

ABTOPK 3a9BNSFOTE NMPO BIACYTHICTb KOH(/IKTIB iHTEPECiB.

KntouoBi cnosa: criHapowm Jlexena, cuHapom Cri du Chat (CACS), aitw, ancmopdiavn, Aeneuir 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

uHzpoM Jlesxkena, ab0 CHHIPOM KOTSTYOTO
kpuky, abo CACS — pinkicHa criagkosa, re-
HeTUYHA, ayTOCOMHA, IucMopdorenHa ra-
TOJIOT41, SIKA ITPOSIBJISIETHCS BPOJPKEHUMU aHOMAJTis-
MU PO3BUTKY Pi3HUX OPTAHIB i CUCTEM YHACTi/IOK
yacTKOBOI a0 MMOBHOI BTpaTH (Z1e1elii ) FeHeTHYHOTO
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Matepianry (KiJibKOX FeHiB) Ha KOPOTKOMY TLIedi
w'sttoi (5-1) xpomocomu. [HITMMI Ha3BaMU I[bOTO CHH-
JIPOMY € «CUHJIPOM JIeJIeTlil Sp-»; «5p- CUHAPOM>»;
«CUHJIPOM 5P-XPOMOCOMHE»; «MOHOCOMist Sp». Yirep-
nre onucanuii /K. Jlexkenom Ta criBaBT. y 1963 p. [7]
CuHIPOM BUHUKAE BHACJTIZIOK TOBHOT 260 4aCTKO-
BOI BiJICYyTHOCTI KOPOTKOTO TIjIeda - XpoMoco-

101



Yntanmte Hac Ha canTi: https://med-expert.com.ua

CLINICAL CASE

mu (5p-) (Bizr 35% 110 55%), 1110 TIOB’sI3aHO 3 ii /1eielti-
€0 de novo B moHan 85% BuUNAAKIB, a 3
[IUTOTeHeTHYHUMU PiiKicHrIME abepartisimu — y 10%
BunazkiB [1,8]. HaykoBisM Brasiocst BUmianTH, 3a-
CTOCYBABIITHM MIUTOTEHETUIHUH aHai3, cCTIendiuny
AIISTHKY Ha KOPOTKOMY ILJIe4i 5-1 XpOMOCOMH
(5p 15.1-5p 15.3), ska Bignosimae 3a hopMyBaHH
CdCS. 3aBzsikut IUTOreHETHIHOMY MOJIEKYJISIPHOMY
aHaJli3y Ha OCHOBI (iryopecieHTHOI ribpuan3ariii
in situ (FISH), orpumano 6isbIil TOUHI pe3yJibraTu,
30KpeMa, ienTrdikoBato giamason Biapl3 o p15.2,
TIOB’A3aHNT 13 TIEBHUMM KJITHIYHUMU O3HAKAMU CUH-
JIPOMY KOTSTYOTO KPUKY, 1 B MEKax 11bOTO iHTEPBAITY
BUABJIAIOTHCS ABI OIISHKN: OHA — OB SI3aHa 3 TUIIO-
BuM CdCS (posramosanwuii y 5p 15.3), a inma —
3 IecMopi3sMoM, MiKpoledatieo i PO3yMOBOIO Biji-
crasicTio (posraroBanuii y 5p 15.2) [8].

Mema nochijizkeHHS — PO3TJITHYTH Pi3Hi aclleKTH
CdCS (emnigemioJiorio, KiniHiYHI 0COOJIMBOCTI, Jia-
THOCTUYHI METO/IU, JTIKYBaHHS 1 TTPOTHO3).

Binvwicmy eunaokie CACS He nepenaerbes B cria-
noK. Brpara reHiB Ha KOpOTKOMY TLI€4i 5-1 XpOMOCO-
MU BiZIOYBA€EThCS YaCTillle sIK BUMIAJKOBA MOJIisT TTi/[
vac (hopMyBaHHS PENPOYKTUBHUX KIITHH (SHTIEKTi-
THH, CIIEPMATO301/1iB) a00 Ha PaHHIX eTarax BHYTPilll-
HboyTpobHOTO pocty. Jlitn, ypaskeni CACS, 3aspuyaii
He MAalOThb y POJIMHHOMY aHaMHe3i 11iei maToJiorii [ 1].

Enizemionorisa. Hessaxarouu Ha Te, mo CdCS
€ PIIKICHUM, BiH SIBISIETHCS OAHUM 13 HAUTIOTITHPEHI-
NIMX XPOMOCOMHUX CUHIPOMIB Y JTiTell. 3a olliHKaMu
crierianicTis momo nomupenocti CACS, 1eit cun-
apom BusiBistiors y 1 Ha 15 000-50 000 HoBOHAPO-
JUKeHUX KuBUMH Jiteid. Haliyacrie XBopitoTb [i-
BYaTKa, CIIIBBIJHOIIEHHS MiX AiBYaTKaMu
i xsrormuaukamu, ki crpaskaaoTsh Ha CACS, cranoBuTh
npuban3no 4:3. Bigmianocreit y posnoziai CACS
Mizk pacamu abo reorpaiyHUMU pailOHAMU He BCTa-
HOBJIeHO. Cepejl pO3yMOBO BiJICTAIOTO HACETIEHHS
BUSIBJISTIOTH 6113bK0 1% smozeit i3 CACS. 3a pesyiib-
TaTaMW BUBYEHHS aHAMHE3Y B MaTepiB, 1110 HAPOUIN
mireii i3 CAdCS, yacTo BUSBIISIOTH TaKi CTaHU B TIEPi-
OJIi BariTHOCTI: TirlepeMe3nc, aHOPEKCii0, TOKCEMIIO
i BariHaJIbHY KPOBOTEUY, & TAKOK GATbKI BKA3y1OTh
Ha BIJIMB Pa/li0aKTUBHOTO OITPOMiHEHHS Ha OPTaHi3M
marepi. Y 44% BUTaIKiB nepebir moioriB y sKiHOK,
1o Hapoawum autuny 3 CACS, € matosnoriunmm [5].

3 KJIHIYHIX 0COOJIMBOCTEN CHHAPOMY KOTSYOTO
KPUKY B JiTell y TIepiojii HOBOHAPO/KEHUX 1 JliTel
PaHHBOTO BiKY HalOLJIBII XapaKTEPHOIO 1 ICKPABOTO
KJIHIYHOIO 03HAKOIO € TUIIOBUI KpuK. Ile crabkmuii,
MOHOTOHHWH, TPOHU3JTUBUN KPUK, CXOKUAI HA KOTSIE
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HABKaHHS [ 1], AKU 3a3BUYal 3HUKAE ITPOTSATOM KiJTh-
KOX Mics11iB 200 pOKiB skuTTsL. [[prumHa MosSBU Tako-
rO KPUKY MTOB’sI3aHa 3 aHOMaJIi€10 HA/ITOPTAHHNKA
(MaJstoro po3Mipy, BUTHYTHH ) Ta TopTaHi (Timoriac-
TIYHA, PoMOOIOAIOHA A00 YOTUPUKYTHA ), SIKI CIIPHSI-
I0Th TOSIBI JI0/IaTKOBOTO IOBITPSHOTO IIPOCTOPY
B 1rporieci rosiocoBoi donartii. Cirizi 3a3HaYNTH, 110 HA
MTOSIBY TUTIOBOTO KPUKY B HOBOHAPO/PKEHUX 1 JliTE
PaHHBOTO BiKY BIJIMBAIOThH HE TiJTbKU aHOMAaJIii PO3-
BUTKY HA/IFOPTAHHUKA I TOPTaHi, a TAKOK CTPYKTYP-
Hi (opraniuni) i/a60 GyHKIIOHAIBHI PO3JIa/I HEPBO-
Boi cuctemu [11].

3asBuyaii 1itn i3 cuapoMoM JlexxeHa HapoKy -
I0TBCSA B HOPMAJIBHUI TepMiH BariTHOCTI, Ha 40-My
THKHI TecTallii, IpoTe 3 HU3bKOK MACoI0 Tijia (MeHIe
20-ro nepuientuiid, 2,614 ry cepeiHbOMY ) i MATTUMHU
posmipamu Tisia (3aBxKan HuK4de 50-ro TepIreHTnIs ).
¥ IpomoBIK MepIX POKIB JKUTTS PICT i PO3BUTOK JIi-
teil i3 CAdCS naa3BuyaiiHO OBIIBHMIA, 1€ TI0B I3aHO
3 TPYHOIIIAMH TOTyBaHHST (CJIa0KICTIO 1 OPYIIEHHSIM
CMOKTaHHS, ucdarieio, M’ si30B0OT0 TITOTOHIEIO, Ta-
cTpoe3odareabHUM i HazaabHIM pediriokcom) [1].

[HmmMuy panHiMU TPOSIBAMU CUH/IPOMY € €11i30/11
ac(ikcii, MaHOTUYHOTO KPU3Y Ta iHCIIPATOPHOTO
crpuzopy [1]. Eninenicist He xapakTepHa /7151 JiiTei i3
CUH/IPOMOM KOTSYOTO KpUKYy [9].

Cepen ycix cMepTeit JiiTelt i3 CHHIPOMOM KOTSTYOTO
KPUKY 75% 3apeecTpoBati B niepiiri Micsitti skuttst i 90%
TPOTSATOM poKy. HalfuacTinmmu npuanHaMu cMepTeit
giteit i3 CACS e BpopkeHi Bajin cepiis, peciiipaTopHuii
JIICTPeC-CUHIPOM Ta acIipaliiiina THeBMOHis [4].

Y niteit i3 curpoMom JlexeHa BiJI3HAYAETHCS 3a-
TPUMKa PO3yMOBOTO Ta (hisuaHOoro po3BUTKY. Cepen
OCHOBHUX YePEINHO-JINIIEBUX 3MiH € MiKkpoliedalis,
sTka 0COOJIMBO BUPAsKEHA B TIEPIINi [BA POKU KHUTTSI.
JL71s1 HUX XapaKTepHuii TaKOK JIUTEBUH 1ucMopdism
13 IlepeBa’kHO BEPTUKAJIBHUM XapaKTepPOM POCTY JIN-
LIEBOTO CKeJIeTy 1 BupaxeHolo acumerpiero. Y 83,5%
TTAITIEATIB BisK HAPOJKEHHS BUSBIISIETHCS «MiCSIUHE>
0067941, STKe MOCTYTIOBO 3HUKAE B TIEPiojii IybepTaTy
Ta B IOPOCJIOMY BiTli, TEPETBOPIOIOYICH HA BUTSATHYTE
it By3bke 06/iyust. Cepejt iHIIX JINIIEBUX 3MiH Y ITa-
uienTis i3 CACS cJiiz 3a3Ha4nUTH: TilEpTEIOPU3M,
emikanT (90,2%), 3arnyTi qonusy Kytu pora (81%),
mupoke nepenicest (87,2%), KOPOTKUI KOI0O0K Ha
BepxHiil Ty6i — imbrpy™m (87,8% ), MiKpOPETPOTHATIST
(96,7%), HU3bKO PO3TAIIOBAHI ByXa 3 By3bKUM 30-
BHINIHIM cJIyXoBUM mTpoxozioM [ 1,3]. ¥ paaabomy nn-
TUHCTBI B JIiTel i3 cmHapoMoM JlexkeHa crocrepira-
€ThCST M S130Ba TITOTOHI, SIKa TIOCTYTIOBO 3MiHIOEThCST
Ha rinepronyc. [H111i ToB’s13aHi 3 BikOM 3MiHU TIepei-
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GavyaroTh: HAMIPHII PO3BUTOK JIOOHUX OYTpiB (31%),
rOpU30HTAJbHE PO3TANIyBaHHSA OUHUX MIIJIUH
(70,2%), mikpotiedairito, aHoMaIbHY JepMaTOTTi(hiKy
(92%) [2,3,5].

CriocTepeskeHHs 3a IiTbMU i3 cuHIpOMOM Jlexke-
Ha BKa3yIOTb Ha HAasIBHICTb Y HUX 30POBUX 1 CJIyXO-
BUX 3MiH. Jlo HallmomMMpeHinX 3MiH HaJEKUTD
MiZIBUIIIEHA Yy TIAUBICTD 10 3BYKIB i3 PO3BUTKOM CJIy-
XOBOTO IMCKOM(POPTY, KOCOOKiCTh. MeHII rmomnrmpe-
HUMHU 3MIHAMU € IJIyXOTa i rinoakysis (TyroBy-
xictb). [dus piteit i3 CAdCS xapakTepHa TaKoX
KOPOTKO30PiCTh, PO3BUTOK KaTapaKTH, TiABUIICHA
YYTIUBICTH 3IHUILI /0 METAXOJIIHY i PE3UCTEHTHICTh
J10 MijipiaTuKiB (Uepe3 e eKT M's13a, IO PO3NTUPIOE
3innni) [2,6].

Jiti 3 CACS Moy Th MaTi aHOMaJTii 3 GOKY cepiie-
BO-CY/IMHHOI, CEUYOCTATEBOI, IMYHHOI Ta iHIITUX CHUC-
teM. Cepest cepiieBO-CyIMHHOI TATOJIOTI YacTillie BU-
SABJAIOTHCS BPOJKeHI Baau cepiid (IliaHOTUYHA
dopma terpanu Dasio, redekTr MizKIILTYHOUKOBOI
Ta TiepeIcepAHOI IEPETOPOIOK, BiIKPUTA a0pTalbHA
MTPOTOKA TOTIO ), TeMaHTiomu [6]. CTocoBHO cedocTa-
TEBOI CUCTEMMU B JliTel i3 cuuapomoM Jlexxkena pee-
CTPYIOTBCS Pi3HI TATOJOTIUHI TPOSBU 3AJIE€KHO BiJl
BiKy. Tak, KpUNTOPXi3M HAUTIOMIMPEHITNN Y XJIOTYH-
KiB PAHHBOTO BiKY, a TITOTOHA/IN3M — Y TH/ITTKIB [ 8].
JliBuaTKa i3 CHHIPOMOM KOTSTIOTO KPUKY B ITyOepTaT-
HOMY BiIli MAIOTh MOBIJIBHUI PO3BUTOK BTOPUHHUX
CTaTeBUX O3HAK i3 MeHapXxe, IPOTe MEHCTPYyaIlil He
perysipHi [3]. Baay po3BUTKY HUPOK y TAIIIEHTIB 13
CdCS criocrepiraiorbes BKpait 3pika. Y HUX MOKJIHU-
BUI PO3BUTOK TIEBHUX MeTaOOJIUHUX aHOMAJTi i, Ta-
KUX 5K 71eDillUT CMHTE3Y TyPUHIB (PU3UK HEOCTAT-
HbOTO PO3BUTKY HEHPOHHUX 3B'S3KiB). Y miTel i3
cUHIpOMOM JlexkeHa 3HMKeHa aKTUBHICTb KJIITHHHO-
ro (haromuTo3y i MmiIBUINEHA CXUJIBHICTD /10 iH(DEKTiii-
HUX 3aXBOPIOBAHb BEPXHIX AUXAJbHUX MIJSAXIB [11].
Y mairieHTiB NIKiABHOTO BiKY 1 MiJIITKIB 4acTo ia-
THOCTYETLCS IPOrPecyounii CKOJII03, IPUYMHOIO KO-
'O € HAPOCTaHHS M’ I30BOT0 TIIEPTOHYCY 3 BikoM [12].

Haitgactimumu opodartiaTbHIMU aHOMaJTiSIMA
€ MIKpOPETPOTrHaTist 3 BUCOKMM MiiHeOiHHSAM (50%).
3pijiKa CIOCTePITaEThCs HE3POIEHHS TBEP/IOTO ITijl-
nebinns (BoBua mama) (5%) [5]. 3minmuii nerpa-
BUJILHUI IPUKYC PeECTpy€eThest ¥ 75% aireii i3 CACS,
CIIOCTEPITAETHCS TIOIIIA31s eMaJli, 3aTPUMKA IPOPi-
3yBaHHsI 3y0iB i XpOHiIUHMIA IEpiogoHTHT [ 5].

it i3 curgpomom JleskeHa MatOTh TTOBEIIHKOBI
pobJIeEMH, SIKi OJISITAl0Th B: TinepakTuBHOCTI (50%),
HaZIMIpHI paJloCTi, BTpaTi yBaru, He3arpabHOCTi, arpe-
CUBHOCTI, YIIEPTOCTI, IHO/II BUSIBJISIETHCSI CAMOTPAB-
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MaTH4Ha 1oBeiHKa. CaMOYIIKO/IZKEHHS € MoIlnpe-
HuM sipumieM y girei i3 CACS. BixbyBaeTbes 1ie 3a
TPHOMa CXEMaMI: yIaPH FOJIOBOIO 00 Pi3Hi ITpeIMeTH,
00 YaCTUHM TiJIa, CAMOTPABMU, CITPUYMHEH] YKYCAMU.
Boauouac 6ibIicThb JOC/IZKEHb BKa3ylOTh Ha T€, 110
ocobu 3 CACS 3zarajiom MarTh IPUEMHY, JIOOJISTIY
ocobucTicTs. Jluiie Kibka 3apeecTPOBAHUX BUTIAJIKIB
BUSIBJISIIOTH O3HAKY ayTHU3MY [3].

He Bci pitut i3 cunipoMom JleskeHna 3/1aTHi 3aCTOCO-
BYBATHU JIJIS CILIKYBAHHS PO3MOBHY MOBY, 1HO/Ii BOHI
BUKOPUCTOBYIOTb 3 yCITIXOM MOBY JKecTiB [6].

Kiniuauii BUnaiox

Jlisuunxa M., BikoM 8 Micd1iiB, Haziinwa Ha obcTe-
JKEHHS 1 JIIKyBaHHS 10 HEBPOJIOTIYHOTO BiI/IiJIEHHS
UTSYO01 KiTiHIgHOI JikapHi Ne 4 M. Kuesa 3 riarHozom
«3arpuMKa (hi3MYHOTO, CTATOKIHETUYHOTO, TICUXiY-
HOTO, MOBJIEHHEBOTO PO3BUTKY Ha TJIi cuHpomy Jle-
JKEeHa, CTaH IIicJig onepallii 3 IPUBOJLY BPOJKEHOI
Baju cepiist « Koapkraitist aoptus.

Anamues. /lutraa HapoaWIacs BiJl TE€PINO] BariT-
HOCTI, sTKa Trepebirasa 3 TOKCMKO30M TEPIIO] TI0JIOBH-
HiL. MaTy IMTHHY 1111 Yac BariTHOCTI nepeOyBaia i
HAIJISI/IOM aKyIIepiB-TiIHeKOJIOTiB Y KOHCYJIbTaTUBHIN
MOJTIKJIHIII, /Ie HEOTHOPA30BO TTPOBOIUIIN YJIBTPA3-
ByKOBe focikenns (Y 3/1) miona i giarnoctyBaamn
B IJIOJIA BPO/IKEHY BaLy CEPIld — KOAPKTAITiTo a0pTH,
3aTPUMKY BHYTPIillTHHOYTPOOGHOTO PO3BUTKY.

JliBuMHKA HAPOIUIIACST Bi/l MOJIOANX OATHKIB (MaTh
BikOoM 24 pokw, 6aTbKO BiKOM 26 POKiB), IKi BBasKaJIM
cebe 3mopoBumMu. KypinHs, BKUBaHHS aJKOTOJIIO,
MeINKaMEeHTIB, HAPKOTUKIB 3aIiepevdyBaJIH.

JluTrHa Hapoauacs MIsIXOM KecapeBoro PO3THHY
Ha 39-My THIKHI BariTHOCTI 3 Macoio Tisa 2250 r,
NOBKUHOIO 45 cM, 06Boz1oM rosioBu 31 cM, 06BoioM
rpyaHoi KiTku 31 oM. 3a mikanowo Anrap — 7—8 6aJis.

Kpuk qutunu micsist HapojKeHHst 6yB cirabKiM,
MOHOTOHHUM, ITPOHU3JINBUM, CXOKUM Ha KOTST4e HSIB-
KaHHS. Y IUTHHY CTIOCTEPIrasocs CTPUIOPO3HE TH-
xaHHs. JIikapi 3BepHyIu yBary Ha YepernHo-JIuIeBi
BIZIXUJIEHHS: MiKpoTiedaiio i TuieBuii 1ncMopdism
(MiKpOTHATII0, KOPOTKUH (hiIBTPYM, IIUPOKE TTepe-
Hiccd, TITIEPTEJOPU3M, eIiKaHT, MaJIeHbKi, HU3bKO
pO3TallOBaHi ByXa).

Y autuHM M'SI30B1i TOHYC OYB 3HUKEHUM, B’SLJIO
CMOKTaJIa TPY/IH, TOTaHO HaO¥Mpasia Macy Tija, BTpa-
YeHy IiCJIs HAPOJKEHHSI.

Ha apyromy THXKHI KUTTS JUTUHY YCIIIITHO
npoolepyBaJu 3 IIPUBOJY KoapKTallil aopTu
y 1Y «lenTp xapaioJiorii Ta kapaioxipyprii MO3
Yxpainuy», micJs 90T0 mepeBeiu A0 BiAAiTeHHS
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MATOJIOTI] HOBOHAPO/KEHUX, Y TKOMY, BPAaXOBYIOUH
MOPGhOPYHKIIOHANIBHI 0COOJIMBOCTI AIBYNHKHU,
MPU3HAYNIN OTJISA/l TeHETUKA, IKUH TTOTepeHbO
JIiaTHOCTYBaB CUH/IPOM KOTSAYOro KpukKy. /liarHo3
CdCS miarBep AN IUTOTEHETHYHNUM JJOC/I [KEHHSIM
3a nonomoroo G merony FISH (dayopeciientHa
ribpuusartis in situ): 46, XX, 5p-. 3a 2 micsiti moromy
B INTWHM [[IaTHOCTYBAJIN TYTOBYXICTb.

Jlani 00’ exmusenozo obcmencenns. JliBunHKa 31
3HIZKEeHO0I0 Macoio Tijia — 6230 1 (<3 nepieHTnIs );
poBxkuHa Tijga — 60 cm (<3 nepuenTuis); o6Bix
rosiosu — 40 cMm (<3 neprienTusis), o0Big rpymei —
41 cm (<3 epuieHTHIS).

Y nutuHm — myMHe CTpUA0OPO3He AuXaHHs (JacTo-
Ta anxanHs — 30 aux. pyxiB 3a xBuuHY ). [IpuBeprae
yBary crienuivyHmii TeMOP TOJI0CY, 0 Haraxye KOTs-
ue HIBKAHHS; KPyTJIe «MicAEnoaiOHe» 00Imddst, KO-
Cull po3pi3 0Ueid, ermKaHTYC, TITIepTe0Opru3M, ITUPOKe
nepeHicest, CIUIONIeHU Hic, HU3bKO PO3TallloBaHi
BYIITHI PAKOBUHU, MaJIeHbKa HIKHS ITIeJIera, KOPOTKa
ntist. Mo3KoBuii yeper BiIHOCHO MaJINX PO3MipiB JI0-
aixoredanbHol hopmu. KopoTki Ta MMpoKi masrbIli Ha
pykax. Ha 060x 10J10HsIX — morepekoBa 60po3Ha.
M’sa30Buli TOHYC 1 CyXOKUITKOBI pediekcu (KapIiio-
paziaabHUM, KOJTIHHNM, aXiJIIOBUH, TiIOMTBOBHI)
sumkeni. [Taromoriunwmii pediexe babiHcpkoro Ha
000X KiHITlIBKaX, 3HIKEHHS PEaKIliii KOHBEPreHIlii Ta
akoMmojairii. J[nTuHa noraHo yTpUMYE TroJiOBY, He Tie-
PEBEPTAETHCA 31 CITUHN Ha JKUBIT, i3 JKBOTA HA CIIUHY,
He cuuTh. [lutnHa He rysmTh. [HIKipHi TOKpUBY Ymc-
Ti, BoJiori. Typrop TkauuH suskenuil. [lanbiryorbes
mizki (0,2—0,3 cm), 6e360sricHi, IiabHI miaie/ e i
simbaTrani Byssm. Cimzosa 060JI0HKa POTa POJKeBa,
3yOu BijicyTHi, rotnyHe migHe6iHHSL. Butinens i3 Hoca
HeMag. Y JIeTeHsIX — IyepuJibHe JIMXaHHS, POBIiJHI
XpHIIU 3 000X 6OKIB. MesKi ceplis BiNOBIAAIOTh BiKY.
[Tpu ayckysprarttii cepiis TOHU PUTMIiYHI, 3BY4Hi, 4ac-
ToTa ceprieBux ckopouenb — 120—-130 ymapis 3a xBu-
Jqany. JRKuBiT M’ saxuit, roctynHunii nagbnarii. [Tedin-
Ka — TIpaBa J0Jst: +2 ¢M i3-11i1 pebepHoi IyT; JiBa
mous: 0,5 e B eniractpii. Okpyrimm kpaem, 6e36oJric-
Ha, eJIACTUYHOI KOHCcUCTeHIT1. MixypoBi cummtoMu
Bi'emui. Cestesinka He naspbiyerbest. Miziosoriuni
BUTIOPOKHEHHST B HOPMi.

[ocuikeHHd BUKOHAHO BiITOBIHO 10 TPUHITUIIIB
Tenncincpkoi gexmapartii. Ha mpoBemeHHS 1OCTiTKEHD
OTPUMaHO iH(HOPMOBaHY 3rojty OaThKiB IUTHHU.

TToka3HuKH Ta0OPATOPHUX T IHCTPYMEHTAIBHIX
METO/IB JOCHIIKEHHA. 3a2alvHULL AHALI3 KPOBL:
epurporut — 3,5%10'? ki1 /1, remoriobin — 118 v/,
neiikorTi — 6,5%10° ki1 /71, eosutodinm — 4%, 6a30-
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dimm — 1%, Heitrpodinm — 35%, mimdonurn — 55%,
MOHOTIUTH — 5%, IMBUKICTH OCiZIaHHsT €PUTPOIIH-
TiB —10 MM /TOI.

Bioximiune docnioncenmst kposi: 3aranbHuil 610K —
60 r/11, ansOymian — 60%, rmo0yrinu — 40%, amaHi-
HaMminoTpaHncdepasa — 20 MMoJIb /J1, actiapraTa-
MinoTpancdepasza — 16 MMoub/J, 3aranbHUN
6inipy6in — 18,5 MKMOJb/J, TIAIOKO3a —
4,8 MMOJIb/JT, KaJbIliil — 2,5 MMOJIb/J1, hochop —
1,07 mMoJ1B /1, 3271130 — 16,5 MKMOJIB /J1.

Yiwmpaseykoee docnioncenns opeaie uepesnoi no-
POJCHUHY: 301TBIIIEHHS PO3MIPIB MEYiHKH 3 YIITiIbHEH-
HAM 11 CTPYKTYPH, lepopMaltist Ta TIMOKiHE3is 3KOB-
YHOTO MiXypa.

3azanvHull aHani3 ceyi; KoJip — COJIOM STHO-KOBTHUI,
MyTHa, miabHicTs — 1025 v/01; pH — 8,0; rimokosa —
HeMa€; KeTOHU — HeMae€; eniTesaiil — OAUHUYHUNI
IJIOCKWH, JiefikonuTn — 2—3 y 1oJi 3opy (11/3), epu-
tporutu — 1-2 y 11/3, coni — docdarn B 3HauHii
KiJTBKOCTI.

Enexmpoxapdiozpama — criiycoBa apuTMisi.

Taxkum YMHOM, y IIBYNHKU 3 TUIIOBUM KPUKOM,
Mmikporedaniero, 1ueMopdizaMom 06IMu s, HU3HKOIO
MacoIo TijIa i 3pOCTOM Ha MOMEHT HaPOJXKEHHS, T10-
raHoIO TIPUOABKOIO MacH TijTa Ha MEPITOMY THiBpivuyi,
M’SI30BUM TIilIOTOHYCOM Ta iHITUMU CUMIITOMaMU
BUSBJIEHO CUH/IPOM KOTSYOTO KPUKY YHACJiTOK
XPOMOCOMHOI tratoJiorii (46, XX, 5p-) i3 3aTpUMKOI0
Gi3muHOTO, CTATOKIHETUYHOTO, TICUXITHOTO, MOBJIEH-
HEBOTO PO3BUTKY, TYTOBYXICTIO, ANCMETab0IIHOI0
HedpomaTiero, CTAHOM TicJIs onepaitii 3 TPUBOLY
BPOKEHO1 Bau ceprist «Koapkrairist aopTus.

[HiarnoctyBanHg cuHApomy JlexkeHa € JOCUTH
CKJIaJHUM, BPaXOBYIOUH Te, 10 OaraTo KAiHIYHUX
CUMIITOMIB € Cy0'€KTUBHUMU, 30KPEMa, «MiCSIHE»
06Jyust, rinepTeIOpUaM, 3aTHYTI KYTOYKU POTa,
HU3BKO MOCA/KEH] ByXa TOIIIO, sIKi MOJKYTh Oy TH KJIi-
HIYHUM TIpodisieM iHINX MAaTOJIOTIYHNX cTaHiB. Tomy
MOJKHA 3pOOUTH BUCHOBOK, 0 HAJIEKHE KJIIHITHE
JIIaTHOCTYBaHHS CUHJIPOMY 3aJIEKUTh BiJl 3/TAaTHOCTI
JIKapiB po3Ii3HaBaTH KOMILIEKC OLIbII CrierndiuHmx
cuTyarlii: Mikporedaris, gucMopdiam o6 yyst, TH-
MOBUH KPUK, HU3bKA Maca Ha MOMEHT HapO/[KeHHs,
M’SI30BUH TITOTOHYC TOIIO). [Ticsist BCTaHOBJIEHHS 110-
TTepPeHBOTO IaTHO3Y EPIIUM JI0JIATKOBUM TECTOM
Mae OyTu aHasTi3 KapioTuIry. SIKIIMO pe3y IbTaTi B MeK-
ax HOpPMU, ITPOTe BOHU HE Bi/IIIOBIIAI0Th TIPUTTYTIIEH-
HSIM JIiKapiB CTOCOBHO cuHIpoMYy JleskeHa B TaItienTa,
MOTPiOHO POOUTH GIIBIIT TOYHUIN IIUTOreHEeTUYHIIT
mostekyasipanii anainis (FISH, CGH abo kisbKic-
HUU — 1oJiiMepasny JaHIoroBy peakiiito — [LJIP).
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KisbKicTb miarHOCTOBaHUX FeHETUYHUX CUHIPOMIB,
CIIPUYMHEHUX XPOMOCOMHOIO JleJIEI[i€10, 3HAYHO
301TbIIIIIACS, BUKOPUCTOBYIOYN aHAJI3 32 IOTIOMO-
rofo ribpuamsarii in situ (FISH). ITpotsirom ocran-
uboro aecatumitTs anani3z FISH gomosrenuii Texniy-
HUMH MOXKJHWBOCTSIMU, TAKUMHU K MTOPIBHAJIbHA
riopuausartist renomy (CGH). OcobnBo 3acyroBye
Ha yBary Mmetost CGH na ocnosi mikpounnis JHK
i kimpkicuoi [IJIP. CGH € nepmioio mnatgopmoio
3 MOKJTUBICTIO BKJIIOUATH TIOBHUH T€HOM i3 MapKepa-
MU, 10 TIEPEKPUBAIOTHCS, 1 11€ /A€ 3MOTY BUSIBUTHU
reHeTUYHi 3MiHU, He 3apeeCTPOBaHi 3a JI0IIOMOT 010
iHmmx 3aco0is [9].

JlikyBanus. CACS niKkyIOTh MIJISIXOM yCYHEHHST
crieluiyHUX CUMITTOMIB, SIKi MA€ IMTEBHUI TIAI[iEHT.
JIikyBaHHsI MOKe TI0TpebyBaTH CKOOPAMHOBAHKX 3Y-
CUJTh KOMAH/IU CTIEIIaTiCTiB, 30KpeMa, CiIMEHMX JTi-
KapiB, nexiatpis, JIOP-nikapis, opToneaiB-TpaBma-
TOJIOTIB, XipypTiB, Kap/AioJoriB, 1edheKToOoriB,
JIOTOITE/IiB, HEBPOJIOTIB, CTOMATOJIOTIB Ta iHIITNX Me-
JIMYHUX MTPaIliBHUKIB.

JlixyBaums gutinu 3 CACS mae OyTu cucremarny-
HUM, KOMIIJIEKCHUM, i3 paHHIM BTpy4YaHHsIM. OCKisTh-
KU JIiTH i3 cuHpoMoM JleskeHa MoKy Tb MaTH TYTOBY-
XiCTb, Y HUX CJIi/1 TIepeBipsATH caiyX. PaHHE BTpyYaHHS
€ BaKJIMBUM JIJIST aJIEKBATHOTO PO3BUTKY JTUTUHU
3 CdCS nyist mocsiraeH st iXHbOTO HAWBHUIIIOTO MTOTEH-
miasy. /lo mporpaMu paHHBOTO BTPYYaHHS TaKUX Ti-
Tell BXOJUTD CTeTlia/ibHa KOPEKITiiTHA OCBITa, MOBJIEH-
HeEBa i (pismuHa Teparis, MO MOYNHAETHCS TTiCIs
nocaruents autuan 1 poky [6].

3a HAasIBHOCTI B INTUHU BPOJKEHWX BaJl CEPIIs, KOCO-
OKOCTi, KJIMIIIOHOTOCTi, HE3POIIeHHS TBEP/IOTO TTi[He-
6imHs1, CKOTI03Y Ta IHINHX, Xipypriune BTPyYaHHs MOXKe
OyTH BUKOHAHO /LIS JIIKyBaHHsI. BuskuBaHicTh giTeil
iCJIst XipyPriYHUX KOPEKIIiil 3arajioM Xoporte [J].

[H11i MeTOIM JIIKYBAaHHS € CUMIITOMATUYHUMU Ta
HiTPUMYBJIbHUMMU.

Y HaBeZieHOMY KJITHIYHOMY BUTIQ/IKY B KJIHIIT 171
JIIKyBaHHS TUTUHU 13 CUHIPOMOM JleskeHa CTBOPEHO
KOMAaH/Ty CIIEIiaJIiCTiB 3a yJacTIO TTefliaTpa, HEBPOJIO-
ra, ICUX0JI0Ta, Kap/lioJiora, CTOMAaTOJIOTa, JIOTOTIE/IA.
[TpusHaueHo 3aco6u, SIKi CTUMYJTIOIOTH ICUXOMOTOP-
HUI PO3BUTOK, IEPEKCOH + arBaHTaH MPOTITOM
45 11i6, iepepBa 2 Micsili; 1aji — KOTHYM, YIIPOZOBIK
1 micstirst xosrekampidepos o 500 MO 1 pas/mno0y,
IIOJIEHH] 3aHATTA 3 JIOTOIIEZIOM, MACaXK Tijia 3arajib-
uuii (Ne 10), mikyBasbHy TIMHACTHKY, TIJIABAHHS, BOJI-
Hi 3aTapTOBYBaHIi MTPOIEAYPH.

[Ticist mpoBeieHUX TPOIEAYP Y HEBPOJOTIUHOMY
Bigmismenni B autuHu (12,5 mic.) mosinmmuBcs
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KAIHIYHUIM BUTTAAOK

M’sI30BHiT TOHYC, BOHA IIoYas1a 100pe TPUMATH TOJIOBY,
nepeBepTaTUCs 3i CIIUHU HA JKUBIT, i3 JKUBOTA HA CIIUHY,
cuztiTi. {i BKIITOUHIIH /10 IPOrpaMu paHHBOTO BTPYYaH-
HS 3 KOMILIEKCOM CIIeI[ialbHOI OCBITH, MOBJIEHHEBOI Ta
hismuHOI Tepartii IS MiABUTIIEHHS IKOCTI KUTTS.

IpodinakTruka HAPOKEHHS IiTEH i3 CUHAPOMOM
JleskeHa 6a3y€eThest Ha BU3HAUYEHHI KapioTuity GaTbhKiB,
y sikux OyJia xBopa autuHa. HasBHicTh 30amatncoBa-
HOI TPaHCJIOKAIlil B OZHOTO 3 OaThKIB 110 JIeJIellii KO-
POTKOTO IJIeYa -1 XPOMOCOMHU € MMOKA3aHHSIM [IJIsT
AHTEHATAJIBHOTO BU3HAYEHHS KapiOTHUITY TIJIO/A /|
yac HaCTYIMHUX BaTiTHOCTEH, a TAKOK JIOCTIKEHHS
KapiOTHUITy B MOTO KPOBHUX POJIAYIB /IJIST BUSIBJIEHHS
0cib, 1o MaoTh TpaHcaoKariio [ 10].

IIporno3s. fk piBeHb BUKMBaHHS, TaK i O4iKyBaHe
JKATTS € BUCOKMMHU, 3aPEECTPOBAHI BUTIAJIKM i3 CUH-
npomoM Jleskera B 0ci6 BikoM 10 50 pokiB. OueBuHO,
10 TUII JleJIellii, a TAKOK 1i PO3MIp i po3TalTyBaHHS
3HAYHO BIJIMBAIOTH HA MTPOTHO3 JKUTTS MAIli€HTA,
OCKIJIbKI BOHU Oe3110cepeIHbO OB sI3aHi i3 cepiios-
HICTIO TaKUX BKJIMBUX 3MiH, SIK IICUXIYHa 1 IICUXOMO-
TOpHA 3aTPUMKa PO3BUTKY.

Oo6roBopeHHst

CdCS e pizkicHIM TeHETUYHUM PO3JIAL0M, CIIPHU-
YUHEHUM BTPATOIO TeHiB (JIeJIeli€10) Ha KOPOTKOMY
medi 5-1 xpomocomu. Kiniuni cumnromu ta mpo-
SIBU XBOPOOU B JIiTell 3a/1eKaTh 3a3BMYall Bijl TOY-
HOTO PO3Mipy Ta PO3TaNTyBaHHS BUAAJIEHOTO reHe-
TuyHOTO MaTepiany (Big p 13 mo p 15.2). ¥ mexax
I[bOTO 1HTEPBATY BUSABJSIOTHCS 2 IJITHKU: OTHA —
nos’si3ana 3 TunoBuM CdCS, sikuii criocTepirasest
y HaBeJeHOI HaMW MalieHTKU (PO3TallOBaHUN
y 5p 15.3), a inmuii — 3 gucMopdizmom i po3ymo-
BOIO BijicTasicTio (posramoBanuii y 5p 15.2). Ciiz
3a3HAYKTH, 1[0 B OLIBIIOCTI AIIEHTIB CUHAPOM BU-
SIBJISIETHCS BUIIAIKOBO (de novo) i € «reHeTUYHOIO
MOMUJIKOIO», IKa BUHUKAE HA PaHHIX eTarax PO3BU-
TKy mroja B yrpo6i marepi. CACS moskHa miarnoc-
TyBaTH 10 200 Iic/ist HapoKeHHsL. [0 HaposKeHHs
(IpeHaTasbHO) TATOJIOTIIO AIarHOCTYIOTD 32 JI0T10-
MOTOT0 aMHIOTIEHTE3Y, 3 IOCJI/PKEHHSIM KJIITHH T1J10-
Jla Ha JieJIellito B KOPOTKOMY ILIedi 5-1 XPOMOCOMH.
I1e obcTeskeHHsT MOJKHA TIOEIHYBATH i3 pe3yJibraTa-
mu Y 3/1, sike yacrinie BusiBisie Gpisndni ocobamMBOC-
Ti 1JT0/1 1 Mi103pY Ha reHeTn4Hy XBopoOy [1,9,10].

Y HaBezsieHOMY KJIIHIYHOMY BUTAJIKY 32 JaHUMHU
Y3/l nmosa iarHOCTyBaJd BPOJPKEHY By CepIlsd
(KoapKTalIliio a0pTH) Ta 3aTPUMKY BHYTPIilIHBOYTPOO-
HOTO po3BUTKY. He3Baxkaioun Ha Te, 1[0 IUTHHA Ha-
poauacs y CTPoOK, y Hel BUSBUJIN 3HKEHHS Macu
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Tijta, TOBKUHY Tija (<3-T0 MepIeHTuIs ), CIabKuii,
MOHOTOHHUI KPUK, CTPUI0OPO3HE IMXAHHS, YePETTHO-
JINIIEBI BiAXUJIEHHS: MiKpoliedasliio i TUIeBUi JI1C-
MopdizM (MIKpOTHATII0, KOPOTKUIA (PiIBTPYM, IUPOKE
nepeHicest, TinepTesopusM, erikanT Toio). [Ipore
JikapiB GisibIne TypOyBasia Bajia pO3BUTKY cepiist (KO-
apKTallisi Q0pTH), SIKY YCIIIIHO MPOOTepyBagu Ha
2-My THIKHI 032y TPOOHOTO JKUTTSI, TiCJIsT Onepartii
y BiJIIiJIEHH] 1TaTOJIOTi] HOBOHAPO/XKEHUX JIBYNHKY
MIPOKOHCYJIBTYBaB reHETUK, SIKUI MONepesiHbo Jlia-
IHOCTYBaB «CHUHAPOM KOTSA40T0 KpUKy». /liarnos
CdCS miaTBepaAnIn UTOr€HETHYHUM JOCJIIKEHHIM
3a jonomoroto G merony FISH (dbayopecenTra riGpu-
au3aitis in situ): 46, XX, 5p-. 3a 2 micsiii B IMTUHT
AiarHocTyBasu Tyropyxictb. Ciiji 3a3Ha4UTH, 1110
B HOBoHapoKeHnx CACS MoskHa 3a1iJ03pUTH Ha
OCHOBI PETEIHHOTO KJIIHIYHOTO OT[iIHIOBAHHS, 3 BUSB-
JIEHHSIM TUTIOBUX O3HAK i CHMIITOMIB: MiKpoiiedalrii,
pucMopdizmy 00JIUYUst, TUHIIOBOTO KPUKY, HU3BKOT
MacH Tijia, M’sI30BOTO TilIOTOHYCY TOTIO; TiITBEPAUTH
IIATOJIOTIIO0 aHAJTI30M KapioTHILY i O1/IbII TOYHMMHU I[1-
ToreHeTHYHIMU MoJTeKkyasspanvu metogamu (FISH,
CGH abo kinbkicuuii — I1JIP). Hesakatoun Ha Te,
1110 B HaBe/IeHOMY KJIIHIYHOMY BUTIQJIKY TUTHHI BCTa-
HOBUJH JiiarHO3 «CuHapoM JleskeHas, GaTbKU 3BEPHY-
JIUCS TIO KJIIHIUHY JIOTIOMOTY JIHIie y Billi 8 MicsAIiB
Y 3B’SI3KY i3 3aTPUMKOIO (Di3UYHOTO, CTATOKIHETUYHO-
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