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CuHapom KopHenii ae JNaxre (CALS) € piaKiCHUM MyNETUCUCTEMHM 3aXBOPIOBAHHSM i3 3a/1y4EHHAM BEVIKOI KiNIbKOCTI OPraHiB i CUCTEM.

MerTa - Ha npvknagi KniHiYHOro BMNaaKy PO3MsiHYTY CyHacHi KNiHiYHI, AlarHOCTVYHI i peabinitaujiiHi ocobnmsocTi CdLS y aiteit.

KniHiyHniA BUNapok. HaseneHo KiHiYH1A BUNaaoK AnTUHM BikoM 37 MICALLB i3 knacuiHuMm deHoTunomM CdLS, HapoakeHoi 3 OLHKOO 3a Lka-
noto Anrap 5-7 6anis, macoto Tina 1400 r, LOBXMHOIO Tina 36 cM, Mikpouedanieto, CBOEPIAHUMM 03HaKaMK 0OANYYS, YKOPOUEHHSIM Tynyba i KiH-
LIBOK, YYCENBHVIMI BPOOXEHVMM BaAaMW. 3a AaHVIMU LIATOrEHETUYHOIO AOCAIOXEHHS niatBepaxeHo CALS: reHotnn — rew MTHFR 677 CT (rete-
posuroTa), reH MTRR 66 GG (reTepoauroTa); kapiotin 46, XX, G-C-3abapBneHHs, 1% XxpoOMOCOMHOI HecTabinbHOCTI. JliB4nHKY rocnitaniaoBaHo
3i cKapramu Ha 3aTpUMKy NCUXIYHOIO | PI3MYHOrO PO3BIUTKY, OAIOBAHHS, BIOPVIXKY, 3aKpPENW, MAABICTb, ONYLLIEHHSA NOBIK, Mionilo. CnocTepiraeThea
neajiatTpoM, HEBPOIOTOM, KapAioIoroM, KapaioxipypromM Ta eHAOKp1HoNoroM. OTprmMye 3amiCHy Tepaniio 3 MprBoay COMATOreHHoi HegocTar-
HocTi. JTabopaTopHi i iIHCTpyMEHTanbHI METOAM AOCAIAXEHH:A — 6e3 BioxuneHb. BCTaHOBNEHO AjarH03 «3aTprMka NCUXOMOBIEHHEBOIO Ta didny-
HOro Po3BKTKY (<3 nepueHTunda). ComMatoTponHa HeaoCTaTHICTL. TprKycniaanbHa perypritauia | cTyneHa. AHomansHa xopaa NiBoro WayHouKa
cepud. factpoesodareansHmin pednioke. CMHAPOM NOAPA3HEHOrO KNLWEYHMKA i3 3akpenom. Mionis BUCOKOro CTyneHs». JUTuHI nprsHadyeHo
cUMMnTOMaT/yHy Tepanito, FOPMOH POCTY, HOOTPOMK, BiTaMiHOTEPanilo, Macax. 3 MeTolo peabinitauii pekoMeHA0BaHO KOMMNEKCHY iHAVBIAyanbHY
nporpamMy 3aHdaThb i3 10roneaom, 4edeKToNoroM i MCUXON0roM, apT-Tepanito.

BucHoBKMU. binbuiicTs Bunaakis CdLS e knacu4Hvum GeHoTUNoM, ane iCHye 3HadHa KinbKiCTb BapiaHTIB i3 HEXapakTepHVIMK NposiBaMm, TOMyY
yHidiKoBaHi KMiHIYHI KpUTEPIT AlarHOCTYBaHHS MOXYTb YTV KOPUCHVMI NS NIATBEPOXEHHS AjarHoay.

JlocnimxeHHs BUKOHaHO BiANOBIAHO A0 NPUHLMNIB MenbCiHCbKOI Aeknapadji. Ha npoBeagHHsS A0CNIAXEHHST OTPUMAHO 3roay 6arbkiB AUTUHW.
ABTOPW 3aABNSIKOTL MPO BiACYTHICTb KOHOAIKTY IHTEPECIB.

KntouoBi cnoBa: njt1, cniapom Kopxenii ae JlaHre, ancmopdiamu, MikpoaymnikaLlii XpOMOCOM.
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Comelia de Lange syndrome (CdLS) is a rare multisystemic disease with the involvement of numerous organs and systems.

Aim - based on clinical case of a child to discover modern clinical, diagnostic and rehabilitative principles of CdLS in children.

Clinical case. A clinical case of 37 months old child with classical phenotype CdLS, born with 1400 g of body weight and 36 cm of body length,
5-7 points according to Apgar scale, microcephaly, facial dysmorphism, short trunk and extremities and multiple congenital defects is described
in the article. Cytogenetic test has verified CdLS: genotype — gene MTHFR 677 CT (heterozygote), gene MTRR 66 GG (heterozygote); caryotype
46, XX, G-C - coloration, 1% of chromosomal instability. The child has been hospitalized with physical and psychical development retardation,
vomiting, regurgitation, constipations, flabbiness, blepharoptosis and myopia. She is supervised by pediatrician, neurologist, cardiologist, cardiac
surgeon and endocrinologist and receives replacement treatment due to somatogenic insufficiency. Laboratory and instrumental findings with
no pathological changes. Diagnosis: Psychoverbal and physical development delay (under 3 percentile). Somatotropic insufficiency, Tricuspid
regurgitation, | degree. Abnormal chord of the left ventricle. Gastroesophageal reflux. Irritable bowel syndrome with constipation. Myopy of high
degree. The child has received symptomatic therapy, growth hormone, nootropic drugs, vitamins and massage. Child’s mother has been as well
recommended complex individual program of training with speech therapist, defectologist and psychologist and art-therapy.

Conclusions. Majority of CdLS cases are ones with classical phenotype, however a great number of variants with atypical signs exist, therefore
unified clinical diagnostic criteria may be of certain importance for diagnosis verification.

The study is fulfilled according to the Declaration of Helsinki principles. Parents’ agreement has been received for it.
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urapom Kopwenii ge Jlanre (Cornelia de
Lange syndrome (CdLS), cunzpom Bpax-
MaHa—J/lanre) — 1 TeHeTHYHO-IETepMiHOBAHUI
MYJIbTUCUCTEMHUN PO37aJ] i3 KOTHITUBHUMH, i-
3WYHUMU 1l TIOBEIIHKOBUMHU TTOPYTIEHHSMU. Y TIep-
1Ie CMH/IPOM OIMCaHUi JaTcbkuM IefiarpoM Kop-
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Hedieto ge Jlaare y 1933 p. y nBox aiteit Bikom 17 i
6 TYIKHIB, BiAOBIAHO, sIKi OyJ/I1 rociiTaaizoBaHi 10
kaiHiky. [lonmpeHicTb CUHIPOMY OCTaTOYHO He Bi-
noma. ITepenbavaeThest, 110 YacTOTa XBOPOOH MOKE
cranoBuTH Big 1 Ha 10 000 mo 1 wa 100 000 xuBoO-
Hapojpkenux aiteir. Hanpukman, y Kanazi mopoxy
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HapouKyeThes pubsmano 18 xgiteir i3 CALS, y Be-
Jukiit bpuranii — 38 xireit [3,10].

Mliarto3 CdLS rpyHTyeTbCST Ha OIJISIII TaIli€H-
Ta, icTOpii ciM’i, JTaGopaTOpHUX TecTax Ta aHaJIi3i
xpomocoM. Jloci He iCHye MpAMOTO TecTy s BU-
snauetns CALS, Tomy HeoOXifHe KOHCYIbTYBaHHS
pisHompodinpHux MeanyHUX (daxisiiB. CBoepimaHi
MopdoJIOriuHi 03HAKM 3MiH Yeperia, 0OIUYYs, PoC-
Ty i KiHIiBOK npu knacuaromy BapianTti CALS Jer-
KO PO3Ii3HAIOTHCSI BiKE IIPU HAPOKEHHI JUTHUHU.
Ane e y Bcix mireit i3 CALS BusiBisieThest came
KJIACUYHUI (DeHOTHTI, i OTO 3K TMTPOSTBU MOKYTbH Ba-
pifoBaT B NIMPOKUX MeKax (Bif JIETKOTO /IO TSIXK-
KOTO) Ta 3 PI3HUM CTyIl€HEM KOTHITUBHUX IOPY-
1IeHb, UCMOP(di3MiB 004U Ta KiHI[IBOK.

Cunnpom Kopaedii ne Jlanre B jiTelt mos’si3a-
HUH i3 MiKpomymIiKaIieio xpomocomMu 3 (JIOKyCiB
q25-q29). ITatorenes Gimbimocti (10 60%) Bumaa-
KiB 1oB’s13anmii i3 nedpexramu rena NIPBL, mo Ko-
aye 6iIoK Kore3mHoBOTO Komiuiekcy (5p13.2); mo
3% — i3 MyTallisIMU TeHiB, 5IKi KOAYIOTh (hparMeHTH
KOI'€3MHOBOTO KOMILJIEKCY, TAKMX SIK He 3YelJIeHO-
ro 3i crartio SMC3 (10q25) i 34erieHoro 3i crat-
Tio SMC1A, mo posramioBanuii Ha X-XpOMOCOMi
B minsaIi Xpl11.22 i mepenaerpbcs Mo CIIaIKOBOCTI
Bijt MaTepi 10 cuHa abo Bij GaThKa /10 JOYKH, TOOTO
XBOPIIOTh XJIOITYMKH, a JiBYaTKa € reTepPO3UrOTHU-
MH Hocisgmu;, 10 40% BuUIaIKiB acoliiioBaHi 3 HeBi-
JIOMUMU MYTaIliSIMH.

OTxe, pi3HOMaHITTS KJIiHIYHUX BapiaHTiB
CUHJIPOMY, TSKKICTh IXHBOTO T1epelbiry i xapakrep
(henorumny sanexkartp Bij myrariii reHiB i ¢par-
MEHTIB, SIKi HUMU KOAyIOThCs [6].

Mema nociipkeHHss — Ha OCHOBI KJIiHIYHOTO
BUIIQJIKY PO3IJIAHYTU Cy4yacHi KJIiHIYHI, AiarHoc-
TiyHi i peabimiTariiini ocobmisocti CALS y aiteii.

[lociskeHHsT BUKOHAHO BiJIIOBi/IHO /10 TIPUH-
nuniB I'embcincebkoi meknaparnii. Ha mpoBemenms
JOCJIIZKEHHST OTPUMAHO 3roly OaThKiB iBUMHKU.

Haityacrinme Tpaniserbcsa waacuunuii  (eHo-
tun CdLS i3 natorennum BapianToM rena, mo Oe-
pe ydacTb y (pyHKIiOHyBaHHI Koresuny. ['en Mmoxe
Oytu imeHTndikoBannM abo HeiZeHTHU(hIKOBAHUM.
Axio Hemae MoJIeKyJISPHOTO MiJATBEPIKEHHS, TO
JliarHO3 MOYKHA BCTAHOBUTHU KJIIHIYHO 3a reuiralb-
TaMu 06 M4Yst — YHi(IKOBaHUM 3Pa3KOM CerMeH-
TiB 00JIMYYS, KU BUBOIUTHCH 3 IPOCTOTO TiJT-
CYMOBYBaHHs1 Horo ejemeHTiB. Taki mporpamu 3
BUKOPUCTAHHAM HITYYHOI'O iHTEJIEKTY AAal0Th 3MO-
ry KiaiHiuHo audepenuioBaT opdaHHi XBOPOOH.

Hexmacuunwii ¢pernorun CALS i3 matorennum
BapiaHTOM TeHa, 1Mo Gepe y4acTb y (hyHKIIOHY-
BaHHI Kore3wHy, (YHKIIOHATBbHO PEJEeBAHTHUI.
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Jlitn, sIki € HocisIMM TTaTOTEHHOTO reHa, peJieBaHT-
HOTO (DYHKIIiT KOTe3nHy, ajle He CXOKi Ha Kiaacud-
it penorun CALS, He migmazarorh mig CrieKTp
CdLS. A6o HaBmakwu, JesKi CHHAPOMEI MOKYTh iMi-
tyBatu CALS, nanpuxiazn, cuaapom Uynra—nce-
Ha, SIKUI HaJeXUTb 10 XpoMaruHonartiii [1]. Ilpu
BCiX BapiaHTaX CTYyIiHb mepebiry Moxke OyTH Jier-
KM ab0 TSDKKUM He3aJIeKHO BiJl TOTO, YM Ie KJia-
cuyHUil, un Hekmacuunmii Bapiant CALS [3].

KoresnHoBuii KOMILIEKC — Tl MOJCYOOAMHIY-
HUIT GITKOBUIT KOMILTIEKC, SIKUI OTTOCEPENKOBYE 34e-
IUIEHHA CECTPUHCHKUX XpOMaThj 1 KJIITUHHI B3ae-
MOJlii XpoMaTWHy Ha Besukiil Biacranmi [1,2]. Bin
CKJIQJIAETHCA 31 CTPYKTYPHOI MIATPUMKH XPOMOCOM-
Horo Ginka 1A (SMC1A), SMC3, RAD21 i kore3u-
HOBOI cyGoaunuii SA7 (Takox Bigomoi sik STAGT).
Ileit Gisiok HEOOXimHWMIT AT MITO3Y, OCKIIBKH BiH
KOHTPOJIIOE IO/ CeCTPUHCHKOI XpoMaTuiu. Takosx
KOTe3MHOBHIT KOMILIEKC Oepe ydacTb y OiTbInocTi
GIOJIOTIYHMX TIPOIIECIB, SIKi MATPUMYIOTH CTaOijIb-
HICTb '€HOMY, PEryJIol0Th €KCIIPECilo reHiB, CTPYK-
TYPy XpOMaTuHY i opranizartito renomy [1].

3a pesyJabTaTaMu JOCJIi/KEHHS TAIliEHTIB i3
CdLS BugB/eHO KiJbKa reHiB, M0 BILTMBAIOTH Ha
00MiH KOTEe3UHY.

CuHIpOM OZIHAKOBO Ypa)kye€ i XJIOMUMKIB, i i-
Buarok. Haifuacrinie TpansisitoTbesl CIOpaguyHi
BUTIAIKK (TETEPO3UTOTHI MyTallii de novo), xoda
iHOfi crocTepira€Tbcsd U ayTOCOMHO-JIOMiHAHTHA
cimeiina mnepemaya abo X-3uersieHa JOMiHaHTHA
MOJIeJIb, OCKiJIbKM MeHIe Hixk 1% oci6 i3 CdLS,
nop’si3anuM i3 NIPBL, MaioTh CIIaZIKOBY OOTsIKe-
HicTb i3 Goky GaTbKa [8].

Bugisnsgtors sBa BapiaHTU CUHPOMY: KJIacuy-
HUI — IepeBaKHO 3i 3HAYHOIO0 3aTPUMKOIO (Pi3ny-
HOTO Ta iHTEJIEKTYaJIbHOTO PO3BUTKY, IPyOUMU
BaJlaMU PO3BUTKY, SIKUUM PO3Mi3HAIOTH Bifi HApOJI-
JKeHHSI IUTUHU, Ta HEKJIACUYHUN — i3 HE3HAYHO
BUPAKECHUMM aHOMAJisgMU, MapriHajibHOIO 3a-
TPUMKOIO TICUXOMOTOPHOTO PO3BUTKY Ta BiiCyT-
HicTio Tpy6ux Bajx possutky [3]. Ha 1eit momeHT
y IIMPOKOMACIITAGHOMY CEKBEHYBaHHI OIMUCAHO
me inmi reau (BRD4, ANKRD11, MAU2), ane
KJiHIYHa HEOMHOPIAHICTH IMPOABIB HE 3alepeyye
HasIBHOCTI iHMUX TeHiB i MexaHi3miB. IlepeBaskHO
CUHJIDOM TIPOSBJISIETHCS XapaKTePHUM (PeHOTH-
IIOM, aJIe He 3allepeuyioThbCcs MyTallii pi3HUX I'eHiB
(NIPBL, SMC1A, SMC3, BRD4, HDACS, RAD21,
ANKRD11), mo nupusBoauTh 0 pi3HOMAHIiTTS
KJTHIYHUX BapiaHTiB Ta iXHBOI BupaxkeHocTi [5,6].

— ayrocomuuii ren NIPBL (Nipped-B-like
protein of chromosome 5) xapakrepuuii s my-
Tartii, MoB’si3aHoi 3 KiaacuynuM perHorurniom CALS;
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— SMC3 (cTpyKTypHa MiATPUMKa XPOMOCOM 3,
10q25) xapakrepuwuii st arunosux dopm CALS
i3 ImepeBaKHOK PO3YyMOBOIO BiICTAJICTIO;

— RADZ21 (rereposurotHi Bapiantu RAD21 ca-
Mi 110 cob6i MokyTh crpuuntsT CALS) wacrimme
BKasye Ha Jjerkuii nepe6ir CdLS;

— BRD4 (6im0ox 4, mo MicTUTh GPOMOIOMEH)
XapakTepHwuit st TunoBoro Bapianta CALS 3 03-
Hakamu mozainmamy (y 20%);

— ANKRD11 (6inok 11, 1o MicTuTh JOMEH aH-
KipUHOBUX TOBTOPiB) TOB’sS3aHUWl i3 HeKJIacuy-
HuM erorunom CALS;

— HDACS (ricronpmeanerniaza 8, ¢epMenT,
mo koaye reioM HDACS) xapakTepHUW gK 171
HEKJIACUYHOTO (DEHOTHILy, TaK i sl KJIACUYHOTO
BapianTa CdLS;

- SMC1A abo SMC1L1 (cTpyKTypHa THiATPUM-
ka xpomocom 1A, Xp11.22-p11.21) Ttakoxx BUSB-
aservest pu CALS i3 HekmacuaanM (heHOTHUTIOM.

Jliarnos CdLS BcranosiooTh Ha OCHOBI (e-
HOTUILY, AOCJIJKEHHS KapiOTUILY i METOMAIB IU-
ToreHeTUUHOTO aHami3y [6]. [lounnaroTs i3 mpe-
HaTajgbHOTO Tepiofy. OCHOBHMMU TOKAa3aHHAMU
JI0 IpEeHaTAAbHOTO JIarHOCTYBAaHHA € HadABHICTD
y ciM’i guruau 3 CALS, BarithicTh i3 Bimomumun
sunagkamu CALS abo cimeitnuii anaMHe3 BiacyT-
Hiil, aje HasBHI 03HaKW, Mo BKa3yoTh Ha CdALS
mizi yac yJabTpasBykoBomy pociimkenni (Y 3/1)
nyozna. Halivacrimme B 1ofa BU3HAYAIOTh CUMe-
TPUYHY BHYTPIITHBOYTPOOHY 3aTPUMKY PO3BUT-
Ky, pi3Hi Bajiu po3BUTKY Tomo. [IpeHatasbre Mo-
JIEKyJISIpHE TeCTyBaHHs IIPOBOJSATH Ha 3pasKax,
OTPUMAHMX i/l Yac B3SATTS BOPCHHOK XOpioHa
abo amHiomeHTe3y abo IIJISXOM TeCTyBaHHS eMO-
piOHANBHUX KJITUH, OTPUMAHUX IIJIAXOM 3arljIi/i-
HeHHs1 in vitro. Haliyactilnie BUKOPHUCTOBYIOTH
CEKBEHYBAHHS OJTHOTO I'eHa 3 TeCTyBaHHAM Ha Jie-
Jiertito uu ayrutikanito abo 6e3 HbOTo, aje TMaHeb-
He TeCTyBaHHS BOPCHHOK XOpioHa ab0 aMHiOnu-
TiB Jla€ 3MOTY OIIHUTU BCi BiIOMi IPUYUHHI TeHU
B ogHOMY TecTi [7]. HeinBasuuuii Ge3KIiTUHHUI
myabtureHHuit ckpuninar JHK mmona (dberans-
Ha /IHK y nnasmi matepi), sSIKuii BKJIIOUYAE TEHU
CdLS, mozxe inentndikyBatu Bapiantu de novo B
ciM’six, y skux panimre He Oyso autuau 3 CALS.
Yepes cKIaAHICTD MOJIEKYJISIPHUX 3HAXiJIOK IIpe-
HataibHe TecTyBanHs Ha CALS 3a mesxamu Bifo-
MOTO CiMEITHOTO TaTOTEHHOTO BapiaHTa 3ajuIia-
€TbCS CKIAHUM [4,7].

3aspuuaii kmacuunmii CALS posmisHaoTh Bij
HAPO/UKEHHS [UTUHU 3a ejeMeHTaMu MopdoJio-
rii, To6T0 MucMopdismamu. I B 1bOMy TIpOIIECi
OCHOBHY POJIb Biflirpae memiatp. 3picT, Maca Tira
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Ta OKPY’KHICTb 'OJIOBU B HOBOHAPO/PKEHOTO CTaHO-
BUTH <3 IEHTHJIS, HAHOLIBII XapaKTepHi I CUH-
JIPOMY prcu 06ddst — cHHOMPIc, rycti OpoBH, Ko-
POTKUI Hic, yBIrHYTUI HOCOBUI IPebiHb i 3arHyTHil
KiHYMK HOCa, KOPOTKUiT a60 MOBTHiT (hiIbTp 00M4-
dsi, TOHKA BEPXHsI TyOa Y4ePBOHOTO KOJBOPY Ta OITy-
nieHi kytuku pora [6]. Hemmmesi pucu — odiiro-
JaKTHUIIisT KKUCTi, aflakTUiIisi pyK abo Hir, BPOIKEHi
B/l cepllsd, HUPOK, BPOJKeHa miadparMaibHa TpH-
’Ka, TacTpoe3odareaibHuN pedJIioKe TOIIO.

TToenmanng KIiHIYHUX O3HAK i CUMIITOMIB BU-
snavae denorun CALS [4]. Ix noninstors Ha aBi
TPy — OCHOBHI W 1ofaTKOBi (MeHI crernudiv-
Hi, ajle BOHU TaKOX JIOMOBHIOIOTH JiiarHo3). Kii-
HiuHe OIiHIOBAHHS TPOBOAATH y Oamax. Koy
OCHOBHY O3HAKy OIHIOITH ¥ 2 Gajm, a J01aTKO-
By — B 1 bar:

— >11 6aniB, 3 AKMX He MeHIIe 3 OCHOBHUX 03-
Hak — kjacuuHuil Bapiant CALS;

— 9-10 GaziB, 3 AKUX He MEHIIE 2 OCHOBHUX
o3HaK — HekjgacuuyHuil Bapiant CdLS;

— 4—8 6aJiB, 3 AkuX 1 € OCHOBHUM IOKAa3HU-
KOM — TaKill TUTHHI TTOKa3aHe MOJIEKYJSPHE Tec-
tyBanHust Ha CdLS;

— <4 OGaniB — MOJIEKYJISIPHE TECTYBaHHsS Ha
CdLS we nokasame.

I rpyna: ocHOBHi o3Haku (2 Gajm):

» synophrys i/a6o rycri 6poBu;

»  KOPOTKWH Hic;

»  yBirHyTuil HocoBwmii rpebiHb i/abo 3arHy-
THUI KiHYMK HOCA;

»  KOpOTKMii abo A0BTrUil GijbTp 00IMYus;

» TOHKa BepxHs ryba i/a6o 3arHyTi KyTOY-
KU POTa;

»  oJlirofakTUIisg KUCTi i/ab0 ajaKThIis;

»  BpoOJ/UKeHa JiadparManbHa TPUIKA.

IT rpymna: gogaTkosi osuaku (1 Gain):

» rmobajbHA 3aTPUMKa PO3BUTKY i/ab0 iH-
TeJIeKTyaTbHa HEJOCTATHICTD;

»  TIpeHaTaJbHa 3aTPUMKa POCTY;

»  IIOCTHaTaJbHA 3aTPUMKA POCTY;

»  wikporedarisi (nmpeHataabHa i/abo moct-
HaTaIbHA);

»  MaJleHbKi pyku i/a6o HOTH;

»  KODPOTKWH IISITUH TIaJielb;

Ycim gitam i3 xapaktepHuM (heHOTUTIOM TIPH-
3HAYAIOTh TIOBHE IHCTPYMEHTaJTbHE OOCTEKEHHS
Ha HasIBHICTH Bajl PO3BUTKY, sIKi MOTPeOYIOTh He-
raifHOro Xipypriunoro BTpy4aHHs abo crocrepe-
JKeHHs1 XipypriB. Bpaxosyioum, mo 25% oci6 i3
CdLS wmarorp anomarnito cepit, a 10% — Bamm
PO3BHUTKY HUPOK Ta iHII Bajiu, 000B’sI3KOBO TIPH-
3HAYAIOTh exokapiorpadito, yiabTpacoHorpadiio
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HUPOK, BidyaJialiio IIeHTPaJJbHOI HEPBOBOI CuUC-
temu (exoeniedanorpadito, MarHiTHO-pe30HAHC-
Hy ToMOrpadim).

KoncepBatuBHi  MeToau JIiKyBaHHSI — JAMTHU-
au 3 CdALS mnepenbayaiors HeiipomerabosivHi Ta
HOOTPOIIHI IIperapary, BiTaMiHM, CUMIITOMATAYHY
Tepartio, JIOTOIeNYHe Ta IMCHUXOJIOTiYHEe KOPHUTY-
BaHH:. Y pa3i BUSIBJICHHST BaJl PO3BUTKY TaKTUKY
BU3HAYAIOTh IPOTOKOJIN CIIOCTEPEKEHHS Ta JIKY-
BaHH [4,6]. [IporHo3 3a/1€eKUTh Bijl TAKKOCTI CHH-
JIPOMY, BUIY BPOJKEHMX BaJl Ta iIXHbOTO BILJIMBY
Ha {KiCTh KUTTS AUTHHU, aJallTUBHI MOKJIUBOCTI
JUTUHA Ta 11 comiamizargiio. [Ipu Tskkmx dopmax
CUHJIPOMY TIPOTHO3 JIJISI SKUTTSI HECHPUSTJIUBUN:
LiTU BMHUPAIOTh Y PAaHHbOMY Billi BiJl YCKJIQJHCHb
ab0 pelnuAMBHUX 3aXBOPIOBaHb. Y JAESKUX iTeil
CdLS cympoBOKYETbCST ayTU3MOM, SIKHiA, 3Tij-
HO 3i 3BiToM, omyOmikoBanuMm B Journal of Child
Psychology and Psychiatry, mae nesnauni Bin-
MiHHOCTI B XapaKTepi CBOro corliaJbHOro medi-
UTY IOPiBHSHO 3 TUMM, XTO CTPKIAE JIMIIE Ha
aytusMm. Jlioguaa 3 CALS moske KuTu HOpMasib-
HuM KUTTAM. OflHaK, SKIO Taki MeaudHi Tpo-
6J1eMH, SIK PEIUANBY ITHEBMOHII, TpobeMu 3 K-
MIeYHIKOM ab0 BPOKEHI BaJIU CEPIlsl HE BUSBUTH
BYACHO i He JIIKyBaTU HaJe)KHUM YMHOM, TO BOHHU
MOXXYTb CKOPOTUTU TPUBAJICTD SKUTTS.

KniHiyHnin BUuNnapok

HaBeneno xiiHiYHMN BUIIQIOK AUTUHU BIiKOM
37 micanis i3 kmacuuanM penorunom CALS, na-
poOIKeHOi B reHeTW4yHO 3a0poBiit ciM’i. Ilome-
peaHiit iarHO3 BCTAHOBJIEHO OJ[pa3y IIicJisl Hapo-
JUKEHHST IUTUHW 32 XapaKTepHUMU JucMopdizma-
MU 00JIMYus, JedeKTaMy KiHITIBOK, a B TIOJIAJIBIIIO-
MY TiJTBEPKEHO TEHETUYHUM OCJIiIPKEHHSIM.

JliBunHKY TOCTiTani30BaHO 710 HEBPOJIOTIUYHO-
ro BifJIJIEHHS 31 CKapramMy marepi Ha 3aTPUMKY
HCUXIYHOTrO i (hiBMYHOTO PO3BUTKY, YacTi OJrio-
BaHHd, BiIPMIKKY, 3aKpelu, MJIABICTD, OIIYIIEHHA
MOBIiK, 3HUKEHHS FOCTPOTU 30DY.

Anamnes 3axeoprosanust i Jcummsi: TATHHA Ha-
poamacs Bix mepiioi BariTHOCTI, 1m0 nepebiraia
i3 3arpo3olo TepepuBaHHS B JIPYTili TOJOBUHI. 3a
pesysabraTamu ¥ 3/l BaritHoi miarHocTyBaniu 3a-
TPUMKY BHYTPIIIHHOYTPOOHOTO PO3BUTKY ILJIOJA
Ta MHOXUHHI Baau PO3BUTKY. [Iposenenuii am-
HIOIIEHTE3 i3 IUTOTCHETUYHUM JOCJi/KCHHAM He
BUSIBUB XpPOMOCOMHOI maTosorii. [Tosorn nissxom
BifOyIMcsl KecapeBoro po3TuHy B 37 THIKHIB Ba-
riTHocTi. /I[uTHA HapoaWiacs 3 OIIHKOIO 3a IITKa-
n010 Anrap 5-7 Gauis, macoio Ttima 1400 r, xoB-
skrHOIO Tima 36 cM, Mikporedastieo, cBoepiiHIMEI
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o3HakaMu 00/muYst (3pOIeHi 10 cepeHiil JriHii
6poBu (crHO(MPU3), HU3BKKIL PICT BOJIOCCS HA YOJI
Ta 3a/IHill TOBepXHi 1mui, 10Bri 3arHyTi Bii, Kupma-
THIA Hic, TOHKI I'yOM Ta OIyINeHi JOHU3Y KYTOUKU
pora). Tyay6 i kiniisku ykopouesi. Tijio Bkpure
BOJIOCKaMU (TipcyTu3M), MaJleHbKi PyKH Ta HOTH,
YacTKOBE 3POLIEHHs JPYToro i TPeTbOro IajblliB
HIir, BUKPUBJIEHI Mi3WHII pyK. 3akpuyana ojpa-
3y MiCJs TAaKTUJIBHOI CTUMYJIATII. 3a pe3ysbTaTa-
MU 0OCTEKEHHSI [IarHOCTYBaJll BPOJKEHY Bay
cepigd — AedeKT MiXKIIIYHOYKOBOI MEPEeTUHKU i
IIIJTYHKOBO-CTPaBOXiIHUI PedJIioKC.

Ha 3-ti0 106y AnTHHY THiepeBesu 10 TepuHa-
TQJIbHOTO IEHTPY 3 /liarHo30M <«linmokcuyHo-itire-
MiyHe ypaskeHHA LEHTPANbHOI HEPBOBOI cuUcCTe-
MU B II€PUHATATbHOMY Iepiofi, ToCTpuil nepion,
CEPENHBbOI TAKKOCTi, 3aTPUMKa BHYTPIIIHbOYT-
pPOOHOTO PO3BUTKY, BPO/KEHA Bajga CepIs — Je-
(hext MiKIIIYHOUKOBOI NEPETMHKH, BPOJKEHUN
IITYHKOBO-CcTpaBoxinuuii peduokes. Ha migcra-
Bi xapakTepHOro (PeHOTHUIY i ITUTOTEHETUIHOTO
pocaipkenus B gutuau  migrBepmuim  CALS,
BctanoBusu renotun: ren MTHFR 677 CT (re-
teposurota), reH MTRR 66 GG (rereposurora).
Kapiotum 46, XX, G-C-zabapsienns, 1% xpomo-
COMHOI HecTabiIbHOCTI.

3a ABa TWXHI AUTUHY TPOOTEPYBAJIN 3 TPHU-
BOZLY BPOJKEHOI Baaul ceplid.

Y punamini B AiBUMHKW — 3aTPUMKa IICUXOMO-
TOPHOTO, CTATOKIHETUYHOTO i (hiBUIHOTO PO3BUTKY
3 Tpy6oI0 3aTPUMKOI0 KOIHITMBHOTO i MOBJIEHHE-
BOro po3BUTKY. Crioctepira€Tbes TemiaTpoM, He-
BPOJIOTOM, Kap/ioJI0roM, KapAioXipyproM ta eHjo-
kpuHoJioroM. OTpUMYy€E 3aMicHY Teparlito 3 MPUBO-
Jly COMATOT€HHOI HEAOCTAaTHOCTI Ha TJi 3HUKEHH:A
6a3aJIbHOTO PIBHSI COMATOTPOITHOTO TOPMOHY Ta
po6u 3 KrodeTiHOM (3 BUMIMCKU: MIKOBA KOHIIEH-
Tpallisi TOPDMOHY POCTY B KpPOBi — 4,5 HI/MJI, TIpu
MIPOBE/IEHH] TIPOBOKAIIITHOT Tpodu 3 KioderiHoM
K BUKWY TOPDMOHY pOCTY >8 HT/MJI).

O6’exmueno: 3arabHUN CTaH AUTUHU TIKKUI,
MJISIBA, aIMHAMIYHa; BificTae y (DisMIHOMY pPO3BUT-
Ky — BCi TOKa3HWKKM <3 MepleHTust; rpyba 3a-
TPUMKA CTaTOKiHETMYHOTO, TICUXOMOBJIEHHEBOTO Ta
iHTesekTyasbHOrO po3BUTKy. HeBposoriunmii cra-
TyC: BiACYTHICTb IIPOAYKTUBHOIO KOHTAKTy 3 OTO-
YYIOUMMH, MaJIOEMOTIiifHa, M’sI30Ba TilOTOHIs, TO-
JKBABJIEHHSI CYXOXKUJIKOBUX pediekciB, po3ymoBa
BIJICTAJIICTh.

@Denomun  Jumunu: BUSBIEHO CcUHODPU3,
JOBTi, 3arHYTI Horopu Bii, ABOOIYHMIT NITO3, Ma-
JIeHbKWI Hic, B/laBJieHe IiepeHiccsd, TOHKi Ty-
61, MiKporeHis, roTudHe TigHeOiHHS, Hempa-
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BUJIBHUI picT 3y6iB, JiHiS POCTy BOJOCCS Ha
g006i Ta TOTHUIMI po3TalloBaHa HU3BKO, Mi-
kpobpaxinedanisa. Illkipui nokpusu OGuaimi, i3
MapMypOBUM MaJIIOHKOM, XOJIOZIHI Ha JIOTHUK.
Typrop TkanuH, M’I30BUN TOHYC i CYXOKUJIKO-
Bi pediiekcu sumxkeni. CianszoBa 000JIOHKA PoO-
Ta poxeBa, 3y6iB — 12, roTwuHe migHEOIiHHS.
Y nerensax — myepusibHe nuxaHHs. Mexi cep-
¢ BianoBizaoTh Biky. [lpu ayckymapraitii — ToHn
PUTMIiYHi, 3By4YHi, 4aCTOTa CEPLUEBUX CKOPOYCHb —
110 yn./xB. JKuBiT M’'gKUil, TOCTYITHUN TMaJbIia-
mii. Hwxkwiil kpail neyinku BUcTymae Ha +2 cM
i3-mig pebepHoi ayru, OoKpyrauii, 6e360iCHMUIA,
enactuynnii. Cesesinka He nasnbnyetbes. CuMmii-
toMm [lacTepHaIbKOro HeraTUBHUIT 3 000X OOKIB.
CedoBuIlyCKaHHS peryJsipHe, BijibHe, 6e30oJric-
He. Ceda KOBTOTO KOJIOPY, 1TPO30Pa, y AOCTAT-
HbOMY 00cs3i. CXUIBHICTD 10 3aKpeIliB.

Iloxasnuxu nabopamoprux ma incmpymen-
ManoHUX Memooie 00caioncenus. 3azaivHull ana-
i3 xpogi: epurporutu — 3,8x10 T/m, remorso-
6in — 112 v/, neiikoruru — 5,5%109 i1/, eosu-
Hobimm — 3%, 6azodimu — 2%, weiirpodiau — 36%
(masmuku — 4%, cermentu — 32%), mimdorutu —
55%, MOHOIUTU — 4%, MIBUAKICTD OCiflaHHSI epu-
TpouutiB — 13 MM/TOI.

Bioximiuni  docrioxcenns xpoei: 3arajbHuii  Oi-
JOK — 67 1/11, anpbyminu — 55%, rnobymriau — 45%,
amaninaminoTpancdepasa — 18 mmousb/i1, acnapra-
Taminorpancdepasa — 17 MMoub/J1, 3aranbHuil Oi-
Jipy6in — 12,0 MKMOJIB/JI, T/IIOK03a — 3,8 MMOJTB/JI,
Kasbiliii — 2,65 Mmmouib/71, ocdop — 1,02 Mmosb/i1,
3a/1i30 — 14,5 MKMOJIb/JL.

3azanvHull AHALi3 ceyi: KOJIip — COJIOM STHO-3KOB-
THiA, MyTHa, ntiabHicTs — 1020 T/01; pH - 7,8; TIt10-
K032 — He BUSABJIEHO; KeTOHU — He BUSBJIECHO; eTli-
TeJiil — MOOAMHOKUIN IJIOCKUH, JIEUKOIIUTU — 3—4
y noni 3opy (11/3), eputporutu — 1-2 y 11/3, ¢oc-
(atu y BesuKiil KiJbKOCTI.

Enexmpoxapdiozpama: — cuHycoBa
€JIEKTpUYHA BiCbh ceplid He BiAXWJICHA.

Exoxapoiozpama: miHiMaJIbHUN 3BOPOTHUIN TIO-
TiK KpOBi Ha TpUKycHifasbHOMy Kiamasi [ cryme-
Hsl, aHOMaJIbHA XOp/ia JIiBOTO HLITYyHOYKA.

Yiompaseyxose docuidncennss opeainie uepes-
HOT nopoxcHumu: 301IbIIEHHS] PO3MIPIB MEYiHKH,
aHatomiyHa jgedopmallisi JKOBYHOTO MiXypa.

Enexmpoenuepanozpaghis: mapokcusmMaibHa aK-
TUBHICTh y BUTJIAAI HU3BKOAMIUIITY/IHUX udy3-
HUX TOCTPUX XBWJIb Ha TJi MUCHYHKINT HUKHBO-
CTOBOYPOBUX CTPYKTYP.

Exoenuyeganoepagia: o3nakum JiKBOPHOI Ti-
IepTeHsii.

apuTMmig;
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CLINICAL CASE

Oxyaicm: Miollisl BUCOKOIO CTYIIEHS.

Orxe, giBunnii i3 cungpomom CdALS, remo-
tuniom red MTHFR 677 CT (rerepo3urora), reH
MTRR 66 GG (rereposurota), kapioturnom 46,
XX, G-C-3abapsiennsi, 1% XpoMOCOMHOI HecTa-
6inbHOCTI, i3 XapakTtepHuM (denorunom (dizmy-
HUIl PO3BUTOK <3 TMepIieHTuss, Mikpobpaxiie-
dastist, HU3bKa JIiHisST pocTy BoJioccst Ha Jiobi Ta
MOTUHI, cMHO(GPHUS, JOBTI Ta 3arHyTi JAOTOPHU
Bii, ABOGIYHMI 1TO3, MaJeHbKMUIl Hic, BjaBJe-
He TlepeHiccst, TOHKI TyOW, MiKpOreHis, rOTHY-
He TigHeOIHHS, HeMPaBUJILHUN picT 3y0iB TOIIO)
BCTAHOBUWJIN [1iarHO3 <«3aTpUMKa IICUXOMOBJICH-
HeBoro Ta ¢isuyHoro po3sButky. ComaToTpoIHa
HelocTaTHiCTh. TpuKycHifaabHa perypritaiis
I crynmens. AmomasipbHa XOpza JiBOTO NITyHOUYKA
cepug. lactpoesodareansuuii pediokc. Cun-
JIPOM TIOJIPA3HEHOTO KUIIIEYHUKA 3 3aKPeToM.
Miorrisi BUCOKOTO CTYIIEHST».

[AuTuHi npusHAYMIM CUMIITOMAaTUYHY Tepariiio,
HOOTPOIIHY, BiTaMiHOTEpalilo, TOPMOH POCTY, Ma-
cax. 3rifiHo 3 PO3pOOJIEHOI0 HEBPOJOTOM KOMII-
JIEKCHOIO iHIWBiyaJqbHOIO ITPOTPaMOIO, 3 METOIO0
peabiitarii peKOMeHIyBaJM 3aHSITTS 3 JIOTOIe-
70M, 71epeKToJIOrOM i IICHUXOJIOrOM, apT-Tepartilo,
JIMHAMIYHE CIOCTEPEKEeHHs Ta peabiitaiiiiHi 3a-
XO/IU 3 MPUBOJIY €HIOKPUHOJIOTIYHOI, KapIioXipyp-
ri4HOI Ta TacTPOEHTEPOJIOTIYHOI 1IaTOJIOTI].

OGroBopeHHs

Ax i B mKkepenax JiTepaTypHOTO IOIIYKY 3
Hiei mpobeMu, HaBeJeHUH KIIHIYHWIT BUIIAL0K
curapomy CALS y autuau Bikom 37 MicsiliB mo-
Ka3ye, Mo HapOKeHH AiTelt 3 ophanHo0 TaTo-
JIOTI€EI0 MOKJIMBE B TEHETUYHO 3JI0POBUX CiM’dX.
CuHAPOM reHeTUYHO TreTePOTeHHUH, TTOB’ I3aHni
i3 Mikpomymniikaiieio xpomocomu 3 (JIOKYCiB
25-q29). Vci Bigomi npuumau CALS moxna
knacudikyBaTH K KoTe3WHOMATii, ajie He BCi KO-
resunomnarii mpussoxsats 10 CALS. ¥V 6inxbirocti
miteit i3 CALS kapiotun HopMaIbHMIL.

SK cBimunTh HaBemeHUN KJIHIYHUM BUIIAJOK,
CdLS, sx i pemra opdanHoi maTosiorii, € MyJib-
TUAUCIUILIIIHAPHOIO 1IPOBJIEMOIO, OCKIJIBKH 10
MATOJIOTIYHOTO TIPOIECY 3ajydyeHa BeJuKa Kislb-
KicTb oprauiB i cuctem. Taki mitn moTpedyOTH
pisHOTpOdimbHOI MeandyHOi i coliaspHOI AOTO-
MOTU TPOTATOM YCHOTO SKUTTS, 3aBASAKU UYOMY
YacTille JOKUBAIOTH 10 3PiJIOro i MOXUJIOro BiKy.

Tomy panHe KJiiHiYHE OIIHIOBAaHHS, MOJIEKY-
JIIPHO-TEHETUYHE JIOCTi/KEHHs, KOHCYJbTyBaH-
HS 1 TIOZIaJTbIIe IMHAMIYHE CIOCTEPEKEHHS 3 GOKY
MYJIbTUUCIUILIIHADHOI KOMAaHAM IOJIIIINTD Me-
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jindHe 0OCIYTOBYBaHHS, MiIBUIIUTH SKICTh SKUTTSI
ITUHY Ta ii ciM’1 [3]. Amke TpUBaIicTh Ta SIKiCTH
sxutta qutnan 3 CALS BusHavaeThcsa HAgBHICTIO
I TAXKKICTIO BPOJKEHUX BaJl, CYIIyTHBOI I1aTOJIOrII,
PO3BUTKOM YCKJIa/[HEHb.

Kirowosa pouib y porusizi 3a autuaomo i3 CALS
HaJIeKUTh GaTbKaM, sSIKi MAOTh CTBOPIOBATH CIIPH-
ATJIVBE CEPeIoBUIIE i JOTPUMYBATHUCS PEKOMEH-
mamiii ¢axiBifiB. barbkaM peKOMeHAYIOTh 3aX0/1u
AKTUBHOTO PO3BUTKY IWTWUHM, JIJISI YOTO BaXKIUBO
CIPSIMyBaTH Ha JWTUHY BCIO CBOIO €HEpriio, Te-
w10 i Typooty. JIJist TOMMIIEeHHsT SKOCTi JKUTTS i
TpuBasiocTi Bukusanus autuHa 3 CALS morpebye
TOCTINHOI CUMIITOMATUYHOI Tepariii, 3acTOCyBaHHS
HOOTPOILB, BiTaMiHOTepallii, a TaKOXK Macaxy.

BucHoBku

HesBaxkaioun Ha Te, 10 OiJBIICTH BUIAIKIB
CdLS e xmacyHuMH, iCHYE BeJIHMKa KiJIbKICTh He-
KJIACUYHUX BapiaHTiB i3 HeXapaKTEePHUMU IIPOABA-
Mu. YHidikoBani kiaiHiuyHi KpuTepii i cyvacHi in-
CTPYMEHTH JiarHOCTYBaHHS (TEMITAJIbTH) MOXKYTh
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OyTH KOPMCHUMMU ISl TiATBEPKEHHS JIiarHO3y He-
KJIACMYHUX BapiaHTiB, AKi CKJIaJHO AiarHOCTyBaTH.

Cunzapom Kopuenii ge Jlanre € MyJIbTHANCIIN-
IUTIHAPHOIO TIPOOJIEMOIO, OCKIIBKK [0 ITaTOJIOTid-
HOI'O 1IPOIeCy 3aJlyuyeHi Pi3Hi OpraHu Ta CUCTEMU,
a GyHKIIii KoopAMHATOPA MAaE BUKOHYBATH TIe/liaTp
abo cimeitHuii Jikap.

CBo€vacHe BCTAaHOBJIEHHS JIiarHO3Y, JiKyBaH-
HA 1 pea6iJIiTauiI‘/’IHi 3aX0I1 BU3HAYAIOTh Hepe6ir
CdLS ra iioro yckiagHeHb, TPUBATICTh Ta SIKICTH
JKUTTS, COIIAJIbHY QJIalTaIlilo IUTUHY Ta i ciM'i.

3rizHo 3 po3pobJIEHOI0 KOMILUIEKCHOK iHAWBI-
JIyaJIbHOIO peabiiTaliiiHo MporpaMoio, AUTHHI 3
CdLS norpi6Hi: mepioguyta rocriTaisartist 10 pe-
ablmiTamiitHOTO BiJIIJIEHHS; 3aHATTS 3 JIOTOIIEIOM,
nedeKToIoroM i IICUXO0JIOTOM; iITo- i apT-Teparris;
JIMHaAMIYHe CIIocTepesKeHHs i peabimiTaiiiini 3axo-
JIN 3 TIPUBOJLY BPOJIPKEHUX BaJl PO3BUTKY (HEWPO-
Xipypr, eHIOKPUHOJIOL, KapAioXipypr, raCTpoeHTe-
pOJIOT TOIIO).
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' An_tibiotic_: resistance STOP!

CrivikicTb A0 aHTMOIOTVKIB 3POCTaE A0 3arpPo3/IMBO BUCOKUX
PIBHIB Yy BCbOMY CBITi. HOBI MexaHi3Mu. CTIiKOCTi 3'SB/SIIOTLCS
I MOLLUMPIOIOTBCS BCIOAK, CTBOPIOIOYU NMepeLLKoaM AJ1 JIIKyBaHHS ;
PO3MOBCHOOKEHUX IHPEKLUINHNX 3aXBOPIOBAHb

- World Health Organization *

ANTIBIOTIC

RESISTANCE

. Po3BNTOK HOBUX aHTUOIOTUKIB Ma€e Haa3BUYaMHE 3HA4YEeHHS, OCKibKK
€BOJIIOLLIA MiKpOOIB NPOAOBXYBaTUMETLCA Oe3NepepBHO, a PE3UCTEHTHICTb A0*
nikapcbknx 3acobiB 3pOCTaE.

NMpobnema aHTUBIOTUKQPE3UCTEHTHOCTI cTana rnobdasbHUM BUKIINKOM
CbOrogeHHs. [ONOBHOKO MOro nMNPUYMHOK BBaXaltoTb HepauioHalbHEe
3aCTOCYBaHHS aHTUOAKTepianbLHOI Tepanii. i

Tox nig yac BcecBITHBOro TWXHA MOIHPOPMOBAHOCTI NPO AHTUOIOTUKMN,
B YKpaiHi TpaauuinHo 6yae npoBeaeHo

V mibxHapoaHui koHrpec «Antibiotic resistance STOP!»,

AKMii 00'egHaE NPOBIAHMX cneuianicTiB MeauM4Hoi rany3i ans po3pooKu
cTpaTterii KOHTPOJIIO PO3BUTKY aHTUOIOTUKOPE3UCTEHTHOCTI
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