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CuHapom KopHrenii ae JlaHre (CALS) € piaKiCH1M MyNETUCUCTEMHM 3aXBOPIOBAHHSIM i3 3ay4EHHAM BEVIKOI KiflbKOCTi OpraHis i CUcTeMm.

MeTa - Ha npviknagj KniHiYHOro BMNaaky po3misiHy TV CydacHi KNiHiuHi, AlarHoCTuuHI i peabinitaujiini ocobnmsocTi CALS y aiteit.

KniHiyHnin BUnag oK. HaseneHo kiiHiYHWiA BUNaaok ANTVHK BikoM 37 MicALB i3 knacuiHum dernotinom CdLS, HapomKeHOoi 3 OLHKOIO 3a LiKa-
noto Anrap 5-7 6anis, macoto Tina 1400 r, foBxwuHoIo Tina 36 cM, Mikpouedanielo, CBOEPIAHMMI 03HaKaM 0B6NH4YS, YKOPOUYEHHSIM Tynyoa i KiH-
LIBOK, Y/CENBHVIMI BPOOAXEHVIMI BaAaMu. 3a AaHVMN LIMTOFEHETUYHOIO A0CAIAXeHHs niateepaxeHo CALS: reHoTtnn — red MTHFR 677 CT (rete-
posurota), reH MTRR 66 GG (retepoauroTa); kapiotun 46, XX, G-C-3abapsneHHs, 1% xpOMOCOMHOI HeCTabinbHOCTI. LliB4nHKY rocnitaniaoBaHo
3i ckapramu Ha 3aTpUMKY NCUXIYHOrO | GI3MYHOrO PO3BITKY, OAOBAHHS, BIAPVIKKY, 3aKPENN, MAABICTb, OMYLLEHHS NOBIK, Mionilo. CrocTepiraeTbes
neajiatTpoM, HEBPOIOIrOM, KapaioaoroM, kapaioxipypromM Ta eHaokpuHonoroM. OTprmMye 3amicHy Tepanito 3 NprBoAy COMaTOreHHol HegocTaT-
HOCTI. JTaBopaTopHi i IHCTPYMEHTaNbHI METOAM AOCNIOXEHHA — 6e3 BioxuneHb. BCTaHOBNEHO AiarH03 «3atpumMka NcnMxoMOBNEHHEBOIO Ta idny-
HOro po3enTKy (<3 nepueHTng). CoMatoTponHa HedoCTaTHICTb. TPUKyCniganbHa perypritauia | cTynena. AHoManbHa xopaa NiBoro LWayHo4Ka
cepus. factpoesodareansHuin pedniokc. CMHAPOM NOAPA3HEHOrO KMLWEYHWKA i3 3akpernoM. Mionis BUCOKOro CTyneHs». JUTUHI nprsHa4eHo
CUMMNTOMATVYHY Tepanito, rOPMOH POCTY, HOOTPOMK, BITaMiHOTEPANIlo, Macax. 3 MeTOK peabinitauii pekoMeHA0BaHO KOMMNEKCHY iHAVBIAYyaNbHY
nporpamy 3aHAThb i3 1oroneaoM, AedeKToNoroM i NCKXON0rom, apT-Tepanito.

BucHoBKkWM. binbuwicts Brnaakis CdLS € knacu4HumM heHoTUNOoM, ane icHye 3HadHa KinbkiCTb BapiaHTiB i3 HExapakTepHUMY NPosiBaMK, TOMY
YHIDIKOBaHI KNHIYHI KpUTEPIT AiarHOCTYBaHHSA MOXYTb OyTV KOPUCHUMI 151 NIOTBEDOXKEHHS AjarHO3y.

JocnigkeHHs BUKOHaHO BiAnoBiaHO A0 NpuHLUMMIB MenbciHebKoi Aeknapalti. Ha npoBeaeHH:A A0CAIAXEHHA OTPMMaHO 3rofy 6aTbkiB ANTUHW.
ABTOPW 3aABASIOTL MPO BIACYTHICTb KOHPANIKTY IHTEPECIB.

Kno4ogi cnosa: aitv, cunapom KopHenii ae JlaHre, ancmopdiamu, Mikpoaynmikallii XooOMOCOM.
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Cornelia 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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unapom Kopwernii e Jlanre (Cornelia de
Lange syndrome (CdLS), curapom Bpax-
MaHa—J/laAre) — 1le¢ TeHeTUYHO-IeTepMiHOBaHU
MYJbTUCUCTEMHUN PO3Ja/l i3 KOTHITUBHUMH, (i-
3UYHUMU T TIOBEJiHKOBUMMU TIOPYIIEHHAMU. YTiep-
11le CUHJIPOM OTMCAHWH JIaTChKUM TiefmiaTpoM Kop-
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nejieio ge Jlaare y 1933 p. y nBox miteit Bikom 17 i
6 TYIKHIB, BiITOBIIHO, sIKi OyJiM rocmiTai3oBaHi 10
kaiHiky. [lonmmpenicTb CMHPOMY OCTATOYHO He Bi-
noma. Ilepenbadaerhbest, M0 YacToTa XBOPOOU MOKe
cranosuTu Bif 1 Ha 10 000 go 1 na 100 000 xuBoO-
HapojukeHux aiteir. Hampukmnan, y Kanazi mopoxy
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HapoKyeTbest pubsaHo 18 piteit i3 CALS, y Be-
sgukiit bpuranii — 38 giteit [3,10].

Miaraoz CdLS rpyHTYETbCST Ha OIJIsIIi TIAIli€H-
Ta, icTopii cimM', TaboOpaTOPHUX TecTax Ta aHasi3i
xpomocoM. /[oci He icHye TpsIMOTO TecTy [IJIsl BH-
snauerHst CALS, ToMy HeoOXiiHe KOHCYJIbTYBaHHS
pizHONpodisbHuX MeanuHux ¢axisiis. CBoepinHi
MOP(MOJIOTiuHi 03HAKK 3MiH Yeperia, 0OJIMdYst, Poc-
Ty i KiHIIBOK 1pu KJacuunomy Bapianti CALS Jer-
KO PO3II3HAIOTbCA BKE IIPU HAPOJPKCHHI JUTUHU.
Ane we y Bcix aiteit i3 CALS BusiBiisieTbest came
KJTAaCUYHUM (DEHOTHTI, i OT0 XK MPOSIBU MOXKYTh Ba-
piloBaTH B HMIMPOKUX MexaX (Bifl JIETKOTO /10 TSIXK-
KOTO) Ta 3 Pi3HUM CTyIl€HEM KOTHITUBHUX ITOPY-
1eHb, AUCcMOPGi3MiB 00IMYYsT Ta KiHI[IBOK.

Cunnpom Kopwnernii ne Jlanre B miteii moB’si3a-
HUM i3 MiKpojyIutikaiiero xpomocomu 3 (JIOKYCiB
q25-q29). IMatorenes Ginbinocti (1o 60%) Buma-
KiB TioB’s13anuit i3 nedexramu rena NIPBL, mo ko-
nye Ginok KoreswHOBOro Komiiekcy (5p13.2); mo
9% — i3 MyTaIlisiMu TeHiB, sIKi KOAYIOTh (DparMeHTn
KOT€3MHOBOTO KOMILJIEKCY, TAKUX SK HE 3UYETLIeHO-
ro 3i crartio SMC3 (10q25) i 34ensenoro 3i crat-
TiIo SMC1A, mo posramoBaHuii Ha X-XpOMOCOMi
B aiigHii Xp11.22 i nepeaeThes MO CIAIKOBOCTI
Bizl Marepi 10 cuHa abo Bij 6aTbKa 10 A0YKH, TOOTO
XBOPIIOTh XJIOITYMKY, & AiBYaTKa € IeTePO3UTrOTHU-
MU Hociamu, 10 40% Bunaakis acorilioBaHi 3 HeBi-
JIOMHUMU MyTallisIMU.

Otke, pi3HOMaHITTA KJiHIYHUX BapiaHTiB
CUHIPOMY, TSKKIiCTh iXHBOTO mepebiry i xapakTep
(benorumy samexath Bim myTarliii reniB i ¢par-
MEHTIB, SKi HUMHW KOAYIOTbCs [6].

Mema nocnipkeHHST — Ha OCHOBi KJIiHIYHOTO
BUIIQ/IKY PO3IJIAHYTU Cy4YacHi KJIiHiYHI, AiarHoc-
TIYHi i peabimiTamiiiai ocobsusocti CALS y mireii.

HocmimxenHs BUKOHAHO BiAITOBITHO /10 TIPWH-
numiB 'enbcincpkoi gexnapariii. Ha mpoBenenns
MOCJIKEHHST OTPUMAHO 3ro/ly OATbKiB JiBUMHKH.

Haituacrinme Tpansisierbest kaacuunuii GeHo-
tun CdLS i3 nmatoreHHUM BapiaHTOM reHa, 1o Oe-
pe ydacTb y (pyHKIIiOHyBaHHI Kore3uny. ['eH Moske
Oyt igeHTudikoBanuM abo HeimeHTHU(hIKOBAHUM.
Aximo Hemae MOJIEKYJISPHOTO MiATBEPIKEHHS, TO
JiarH03 MOJKHA BCTAHOBUTHU KJIIHIYHO 3a TellTalb-
TaMu 00M4ust — yHiIiKOBaHUM 3Pa3KOM CerMeH-
TiB 00/INYYsl, SIKMiIT BUBOJMTHCS 3 TPOCTOTO Mijl-
CYMOBYBaHH$I Iioro ejementiB. Taki mporpamu 3
BUKOPHUCTAHHIM TITYYHOTO iHTEJIEKTY JAi0Th 3MO-
ry KJaiHivHO AndepentioBatu opdatHui XBopoou.

Hexmacuunuii pernorun CALS i3 maroreHnnm
BapiaHTOM reHa, 1o Gepe y4acTb y (yHKIiOHY-
BaHHi Kore3uHy, (YHKIIIOHAJIbHO PeJeBaHTHUII.
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Hitn, gKi € HOCiIMU TTaTOTEHHOTO TeHa, PeJIEBaHT-
HOTO (DYHKIIT KOTe3nHy, ajle He CXOXKi Ha Kiacuy-
Huii penorun CALS, He mifmamaoTh Mg CHEKTP
CdLS. Abo HaBnaku, JesKi CUHAPOMU MOXKYTh iMi-
tyBat CdLS, nanpuriazn, cunapom Hynra—SHce-
Ha, SIKUU HaJeKUTb 10 XpomaruHomnartiii [1]. Ilpn
BCiX BapiaHTax CTyIiHb nepebiry moxe OyTu Jier-
KM 200 TSOKKAM HE3aJIeKHO Bijl TOTO, YN 1€ KJa-
cryHUH, un HekTacwuauii Bapiant CALS [3].

KoresuHoBuii KOMILIEKC — 1€ TIOJiCyOOANHNY-
HUIT GIJIKOBYIT KOMILIEKC, SIKUiT OITOCEPENIKOBYE 34e-
IJIEHHA CEeCTPUHCBKUX XPOMATHJ i KJIITUHHI B3ae-
MofIii XpoMaTHHY Ha BenwKiit Biactani [1,2]. Bin
CKJIA/IAETHCA 31 CTPYKTYPHOI MIATPUMKHU XPOMOCOM-
Horo Ginka 1A (SMC1A), SMC3, RAD21 i kore3u-
HOBOI cyboauuuil SA7 (Takox Bigomoi sik STAGT).
[leii Gisok HeOOXiAHWIA AT MiTO3Y, OCKIJIbKM BiH
KOHTPOJIIOE TIO/IiJI CECTPUHCHKOI XpoMaTuin. Takox
KOT€3WHOBHUIT KOMILIEKC Oepe ydacTb y OlibImocTi
6i0JIONYHUX TIPOIIECIB, SIKi I ATPUMYIOTDb cTabinb-
HICTb T€HOMY, PEryJIOIOTh €KCIIPECi0 I'eHiB, CTPYK-
Typy XpOMaTHHY ¥ oprasisaiiito reaomy [1].

3a pe3yJbTaTaMM AOCTi/PKEHHS Talli€eHTiB i3
CdLS BugBieHo KijnbKa TeHiB, 110 BIVIMBAIOTh Ha
OOMiH KOTe3WHYy.

CuHIPOM OJTHAKOBO YypaXKy€ i XJIOMYUKIB, i i-
ByaTok. Haifuyacrine Ttpanisiorsest cropajanyHi
Bunagku (TeTepo3uroTHi MyTaiii de novo), xoua
iHOMI crocTepiraeTbcs 1 ayTOCOMHO-IOMiHAHTHA
cimeiina Tepemada abo X-3ueruieHa JOMiHAHTHA
MOZIeNIb, OCKLIbKKM MeHure Hixk 1% oci6 i3 CdLS,
noB’sisaiuM i3 NIPBL, MaiOTh CIajKOBY OO0TsiKe-
HicThb i3 60Ky GaTbKa [8].

Bugingiors 1Ba BapiaHTu CUHIpPOMY: KJIacuu-
HUI — MepeBakHO 31 3HAUHOIO 3aTPUMKOIO (hizny-
HOTO Ta iHTEJIEKTYaJbHOTO PO3BHUTKY, TPyOMMU
Ba/laM¥W PO3BUTKY, SIKWU PO3Ii3HAIOTH Bijl HAPO/I-
JKEeHHsI JAUTHHU, Ta HEeKJACUYHUN — i3 He3HayHO
BUPAXKEHUMHU aHOMAJisSIMM, MapriHaJbHOIO 3a-
TPUMKOIO TICUXOMOTOPHOTO PO3BUTKY Ta BilCyT-
HicTiO rpy6ux Bajx po3suTky [3]. Ha meii moment
y IMHPOKOMACIITAOHOMY CEKBEHYBaHHI OTMCAHO
mie immi reau (BRD4, ANKRD11, MAU2), ane
KJIiHIYHA HEOJHOPIAHICTb IIPOABIB He 3arepeyye
HasIBHOCTI iHIIUX TeHiB i MexaHi3MiB. [lepeBaskHo
CUH/IPOM TIPOSIBJISIETBCS XapaKTepHUM (eHoTu-
II0M, aJjie He 3allepeuyloThCd MyTalii pi3HUX IeHiB
(NIPBL, SMC1A, SMC3, BRD4, HDACS, RAD21,
ANKRD11), mo npusBoAuTb 10 Pi3HOMAHITTS
KJIIHIYHMX BapiaHTiB Ta iXHbOI BUpaskeHOCTi [5,6].

— ayrocomuuii rern NIPBL (Nipped-B-like
protein of chromosome 5) xapaktepHuil st My-
Tarlii, mos’s3anoi 3 kiracuuanM derHorumom CALS;
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— SMC3 (cTpyKTypHA HiITPUMKA XPOMOCOM 3,
10q25) xapakrepuwuii s arunosux dopm CdALS
i3 IepeBaKHOI0 PO3YMOBOIO BiICTAJICTIO;

— RAD21 (reteposurotsi Bapiantu RAD21 ca-
Mi 110 cobi MoxyTh cpuunusta CALS) wacrinre
BKasye Ha Jerkuii mepebir CALS;

— BRD4 (6isok 4, 1o MicTuTh GPOMOJIOMEH )
XapakTepHuii 1151 Tuosoro Bapianta CdLS 3 03-
Hakamu mozainusmy (y 20%);

— ANKRD11 (6iok 11, 1o MicTuTh JOMEH aH-
KipUHOBUX TOBTOPIiB) TOB’SI3aHUN i3 HEKJIachy-
Hum ¢penorunom CALS;

— HDACS (rictonpmeanernnasza 8, ¢dhepMeHT,
mo koaye renom HDACS) xapaktepHuii gx s
HEKJIACUYHOTO (DEHOTHUITy, TaK i 51 KJIACUIHOTO
Bapianta CdLS;

- SMC1A abo SMC1L1 (cTpyKTypHa TiTPUM-
ka xpomocoMm 1A, Xp11.22-p11.21) Takox BusB-
nsietbest ipu CALS i3 HekacuuHuM (HEHOTHUIIOM.

Miarno3 CdLS BcTaHOBIOIOTH Ha OCHOBI (he-
HOTHUITY, AOCJIKCHHA KapioTumy i MeTOHiB Iu-
ToreHeTn4Horo anamisy [6]. Ilounnaiorp i3 mpe-
HaTaJgbHOTO Tiepiogxy. OCHOBHMMU TTOKa3aHHIMU
JI0 IIPEHATAJbHOTO [[iarHOCTYBAHHSI € HasIBHICTD
y ciM’i gurunu 3 CALS, BariThicTh i3 BimomMumu
unagkamu CdLS a6o cimeitnuii anamHe3 BiacyT-
Hill, ajle HasgBHI O3HaKH, 10 BKa3yooTh Ha CdALS
miJi 4ac yJabTpasBykoBoMy pociijkenni (Y3/1)
mioja. Hallyactime B mosa BU3HA4YalOTh CUMe-
TPUYHY BHYTPINTHBOYTPOOHY 3aTPUMKY PO3BUT-
Ky, pi3Hi Bajiu po3BuTKy Toiio. [Ipenatanbae mo-
JIEKyJIIpHE TeCTyBaHHS IPOBOATH Ha 3pa3Kax,
OTPUMAHMX T/l Yac B3SATTS BOPCHHOK XOpioHA
abo amMHioIeHTe3y abo MIJISIXOM TeCTyBaHHS eMO-
PIOHAJIBHUX KJIITUH, OTPUMAHUX LIIAXOM 3allIij-
HeHHd in vitro. Hallyacrillle BUKOPUCTOBYIOTH
CEKBEHYBAHHS OJIHOTO T'eHa 3 TeCTyBaHHAM Ha Jie-
JIeriifo 4n AyIutikainio abo 6e3 HbOro, ajie ImaHeb-
He TEeCTYBaHHS BOPCUHOK XOpioHa abo aMmHioiu-
TiB Z1a€ 3MOTYy OILIIHUTU BCi BiJIOMIi IPUYNHHI FeHU
B ogHOMY TecTi [7]. HeinBasuBHuil 63K TUHHUI
myabturedanit ckpuninr JIHK mmona (derans-
Ha /IHK y nmasmi matepi), sikuii BKJIIOUA€E TeHU
CdLS, moxe inentudikyBatu Bapiantu de novo B
ciM’six, y sikux panime #e Oyso autwan 3 CALS.
Uepes ckaapHICTh MOJIEKYJISIPHUX 3HAXiJOK TIpe-
HatajbHe TecTyBanHs Ha CdLS 3a mesxamu Bijo-
MOTO CiMeIfHOrO NaTOTeHHOTO BapiaHTa 3ajullia-
€TBCSA CKIAMHUM [4,7].

3aspuyaii kmacnuanii CALS posmisHaiors Bix
HAPO/UKEHHS [UTHHW 3a eJeMeHTaMu MopdoJio-
rii, To6To mucmopdismamu. I B 1BOMY mIpOIIEC
OCHOBHY POJib Biflirpae memiarp. 3pict, maca Tina
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Ta OKPY’KHICTh TOJIOBU B HOBOHAPOJKEHOTO CTAHO-
BUTh <3 IIEHTIJISA, HAOLIBII XapaKTepHi /IS CUH-
JIPOMY pHcH 06 mddst — cuHOMpic, TycTi OpoBH, Ko-
POTKWMIA Hic, YBIrHYTHIT HOCOBHIA TPeOiHb i 3aTHyTHI
KiHYMK HOCa, KOPOTKUiT a60 MOBTHii (higbTp 0614-
4s, TOHKA BEepXHs TyOa 4epBOHOIO KOJbOPY Ta OITy-
meni KytTuku pota [6]. Hemwmesi pucu — odiro-
MaKTUJTST KUCTi, alakTUITis pyK abo Hir, BPO/sKeHi
BaJIN cepllsd, HUPOK, BPOJKeHa MiadparMasibHa TpH-
’JKa, racTpoesodareanbHuil pedJIioKC TOIIO.

Iloennanus KJIiHIYHUX O3HAK i CUMIITOMiB BU-
smavae denorun CALS [4]. Ix moginsioTs Ha xBi
TPy — OCHOBHi i f01aTKOBi (MeHI crieruiy-
Hi, aJle BOHU TaKOXK JONOBHIOIOTH AiarHos). Kuri-
HiuHe OIiHIOBaHHS MPOBOASATH y Gamax. Koxmy
OCHOBHY O3HaKy OIIiHIOIOTh ¥ 2 6ajiu, a J0JaTKO-
By — B 1 Oau:

— >11 GaniB, 3 AKUX He MeHIIe 3 OCHOBHUX 03-
Hak — Kjacuunuii Bapiant CdLS;

— 9-10 6axiB, 3 IKMX He MeHIIe 2 OCHOBHUX
o3HakK — HekjaacuyHuii Bapiant CALS;

— 4-8 GauniB, 3 9xkuxX 1 € OCHOBHUM ITOKAa3HU-
KOM — Takill IUTUHI MTOKa3aHe MOJIEKYJISIPHE Tec-
tyBauns Ha CALS;

— <4 OaniB — MOJIEKYJISIpDHE TECTYBaHHS Ha
CdLS ne mokazane.

I rpyma: ocHoBHi o3Haku (2 Gann):

» synophrys i/a6o rycri 6poBu;

»  KOPOTKWH Hic;

»  yBirHyTHi HOCOBMIT rpebiHb i/a60 3army-
TUH KiHYMK HOCQ,;

> KOPOTKMii abo HOBruii GiabTp 0OImMyus;

» TOHKa BepxHs ryba i/abo 3arHyTi KyTou-
KU POTa;

>  OJIirofakTujIisa KucTi i/abo agakTuiis;

»  BpoOKeHa fiadparManibHa TPUKA.

II rpyma: momatkosi o3uaku (1 Gai):

» riobajibHa 3aTPUMKaA PO3BUTKY i/ab0 iH-
TeJIEKTyabHa HEJOCTATHICTH;

» TIpeHaTajibHA 3aTPUMKa POCTY;

»  TIOCTHATaJbHA 3aTPUMKA POCTY;

> Mikpouedanisa (npenaraabHa i/ab6o mocT-
HaTaJbHA);

»  MaJleHbKi pyku i/abo Hory,

»  KODPOTKWU I'SITWH TaJielb;

Ycim pitam i3 xapaktepHuM (HEHOTUTIOM TIPHU-
3HAUAIOTh TOBHE IHCTPYMEHTaJIbHE O0OCTEKEHHS
Ha HasBHICTH BaJl PO3BUTKY, sIKi OTPeOYIOTH He-
raifHOro XipypriuHoro BTpy4aHHst abo criocTepe-
JKeHHs1 XipypriB. Bpaxosyioun, mo 25% oci6 i3
CdLS matorp anomamito cepus, a 10% — Bamu
PO3BHUTKY HUPOK Ta iHII Baju, 000B’SIBKOBO IIPHU-
3HAYaIOTh eXoKapjiorpadiio, yiabTpacoHorpadiio
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HUPOK, BidyaJsisallifo [eHTPaJbHOI HEPBOBOI CHUC-
Temn (exoentedanorpadiio, MardHiTHO-pe30HAHC-
Hy Tomorpadiio).

KoncepBatuBai  MeTonu  JIiKyBaHHSA — JWTH-
an 3 CALS mepenbauaiors Heitpomerabosiyni Ta
HOOTPOIIHI IIpernapary, BiTaMiHM, CUMIITOMAaTUYHY
Tepartito, JioronefuyHe Ta IICUXOJIOTiYHE KOpUTLy-
BaHHs. Y pa3i BUSIBJICHHS BaJl PO3BUTKY TaKTUKY
BU3HAYAIOTb TPOTOKOJINA CIIOCTEPEKEHHA Ta JIKY-
BaHHA [4,6]. [Iporaos 3amexuTh B/l TSIKKOCTI CHH-
ZIPOMY, BUJly BPO/KEHUX BaJl Ta IXHHOTO BILIUBY
Ha SKICTb KUTTA AWTUHU, aJANTUBHI MOXKJIUBOCTI
JUTUHU Ta 11 comiamizarito. [Ipu Tsxkmx dhopmax
CUH/IPOMY TIPOTHO3 [IJIsI SKUTTSI HECHPUSITIUBUIA:
JAiTH BMUPAIOTh Y PaHHbOMY BIilll BiJ| YCKJIQJHECHb
abo PEIUANBHUX 3aXBOPIOBaHb. Y [IEAKHX IiTeil
CdLS cymnpoBOmKY€ETbCS ayTH3MOM, SIKWM, 3Ti-
HO 3i 3BiToM, omy6ikoBanuM B Journal of Child
Psychology and Psychiatry, mae nesnauni Bix-
MiHHOCTi B XapaKTepi CBOTO cOIlialbHOTO Aedi-
IATY TOPiBHAHO 3 THMH, XTO CTPaXAA€ JIUIIE Ha
aytusm. Jloguaa 3 CdLS moske sxuTi HOpMAJb-
HUM KUTTAM. OflHaK, SKIIO Taki MeauyHi IIpo-
6J1eMH, SIK PEIUANBU TTHEBMOHI, TIpobieMu 3 K-
IMEYHUKOM ab0 BPOJUKEHI Bl CEPIls He BUSIBUTH
BYACHO 1 He JIKyBaTU HAJIEKHUM YMHOM, TO BOHU
MOXYTb CKOPOTUTH TPUBATICTD KUTTH.

KniHiyHnin Bunapgok

HaBenmeno wiiHiUHMN BUNAJOK AUTUHU BiKOM
37 wmicsauis i3 knacuunum ¢penorunom CALS, Ha-
pomkeHoi B TeHeTWYHO 3710poBili cim’i. Ilome-
Pe/Hiil [[iarHO3 BCTAHOBJIEHO O/IPa3y IICJsl HApO-
JUKEHHST IUTUHY 32 XapaKTepHUMU JucMopdizma-
ME 06 14 Yst, eheKTaMu KiHIIBOK, a B TIOJIbIIO-
MY IATBEPAKEHO TeHETUYHUM JOCJiIKEHHSM.

[iBUnMHKY TOCIiTani30BaHO /10 HEBPOJIOTIUHO-
ro BiIiIEHHA 31 CKapraMu MaTepi Ha 3aTPUMKY
HCUXIYHOrO i (DiBMYHOTO PO3BUTKY, YacTi OJrro-
BaHH$, BIAPWIKKY, 3aKPEIU, MJISABICTD, OIIYIICHHS
IIOBIK, 3HUKEHHS TOCTPOTHU 30pY.

Anamnes 3axeoprosanusi i Jcummsi: TATAHA Ha-
poaMIacs Bij HepIIoi BariTHOCTI, o Iepebiraja
i3 3arpo3010 mepepuBaHHA B APYTill MOJOBUHI. 3a
pesysabraTamu Y3/l BaritHOi aiarHocTyBaau 3a-
TPUMKY BHYTPIITHBOYTPOOHOTO PO3BUTKY TLIOJA
Ta MHOXXUHHI Bagu Po3BUTKY. [IpoBenmenuii am-
HIOIIEHTE3 13 IIUTOreHEeTUYHUM JIOCJi/KEeHHSIM He
BUSIBUB XpOMOCOMHOI matosorii. [losoru muissxom
BifOyincst KecapeBoro po3TuHy B 37 TWIKHIB Ba-
ritHOCTi. /luTrHA HapoaWmacs 3 OIiIHKOIO 3a IITKa-
noio Anrap 5-7 Ganis, macoio Tima 1400 r, xoB-
JKUHOIO Tima 36 cM, Mikporedastieo, cBoeEpiiHIMEI
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o3HaKaMK 00/myYs (3pOILIeHi 10 cepeiHiil JiHii
6poBu (cuHO(MPU3), HU3BKUIT PicT BOIOCCS Ha YOI
Ta 33J[Hil TToBepxHi i, 0BT 3arHyTi Bii, Kupma-
THI1 Hic, TOHKI TyOH Ta OIyIIEH] JOHU3Y KyTOYKH
potra). Tyny6 i kiHuisku ykopodeni. Tijio Bkpure
BoJiockamu (TipCyTH3M ), MaJieHbKi PYKH Ta HOTH,
YaCTKOBE 3POIICHHA APYroro i TPEThOTO IMAJIbIIiB
Hir, BUKPUBJIEHI Mi3WHII PyK. 3akpuyajia ojpa-
3y MiCJIsl TAKTUIBHOI CTUMYJIAMII. 3a pe3ybTaTa-
ME OOCTEKEHHs iarHOCTYBAJIN BPOUKEHY Bajly
ceprist — aedeKT MiKIIITYHOUKOBOI TMEPETUHKU i
IITYHKOBO-CTPABOXiIHUI pedioKc.

Ha 3-1Ti0 100y nutwHy miepeBesy 10 MepuHa-
TAJIBHOTO TEHTPY 3 AiarHo3oM «linmokcuuno-ime-
MiuHe ypa)KeHHS LEHTPAJIbHOI HEPBOBOi CHUCTe-
MU B IllepUHATAJIbHOMY Iepioji, TOCTpUl mepio,
CepelHbol TSKKOCTi, 3aTPUMKA BHYTPIIHbOYT-
POGHOTO PO3BUTKY, BPO/KEHA Bajga Cepiist — Jie-
(hexT MiKIITYHOUYKOBOI TEePEeTHHKH, BPOKEHUN
MJIYHKOBO-CTPaBoXifuuii pedutoke». Ha migcra-
Bi XapakTepHOro (peHoTUIly i IIUTOreHeTUYHOTro
pocaijpkentss B autuau  miareepanan  CALS,
BcranoBusn renotun: red MTHFR 677 CT (re-
Teposurora), TeH MTRR 66 GG (rereposurora).
Kapiorum 46, XX, G-C-3abapsienss, 1% xpomo-
COMHOI HecTabiIbHOCTI.

3a JBa THXHI AUTUHY [POOIEPYBAJIU 3 IPU-
BOJlY BPOJ/I’KEHOI BaJy Ceplis.

Y nuHaMmili B IiBUMHKU — 3aTPUMKA IICUXOMO-
TOPHOTO, CTATOKIHETUYHOTO i (hi3MIHOTO PO3BUTKY
3 Tpy0bOI0 3aTPUMKOI0 KOTHITHBHOTO i MOBJIEHHE-
Boro po3BuTKy. Criocrepira€rbcs IeiaTpoM, He-
BPOJIOTOM, KapZioJ0roM, KapAioXipyproM Ta eHzo-
kpuHosioroM. OTpUMY€E 3aMiCHY Tepartiio 3 IPUBO-
Iy COMATOTeHHOI HEAOCTATHOCTI Ha TJi 3HUKCHHA
6a3aIbHOTO PIiBHS COMATOTPOITHOTO TOPMOHY Ta
mpobu 3 KirodeiHOM (3 BUITUCKH: THIKOBA KOHIIEH-
Tpallisi TOPDMOHY POCTY B KPOBi — 4,5 Hr/MII, TIpu
IIPOBE/IEHH] TIPOBOKAIIIHOI 1IpodK 3 KJodeTiHoM
MK BUKUYy TOPMOHY POCTY >8 HT/MII).

O6’exmueno: 3araJbHUI CTaH AUTUHY TSDKKUIL
MJISIBA, QIMHAMIuHa; BificTae y (isuaHOMYy PO3BUT-
Ky — BCi TIOKasHMKM <3 TepIEeHTHJIsE; rpyba 3a-
TPUMKa CTaTOKIHETUYHOIO, IICUXOMOBJIEHHEBOIO Ta
iHTeJIeKTyabHOTO PO3BUTKY. HeBposoriunuii cra-
TYC: BIZICYTHICTb IPOAYKTUBHOIO KOHTAKTy 3 OTO-
YYIOYUMU, MaJOeMOIliliHa, M’s130Ba TillOTOHis, TO-
JKBABJIEHHSI CYXOXKUJIKOBUX pedekciB, po3yMoBa
BiICTAJIICTD.

@enomun  Oumunu: BUSBIEHO CUHOGDPUS,
JIOBIi, 3arHyTi Joropu Bii, ABOOIYHMIT IITO3, Ma-
JICHbKWII Hic, B/aBJieHe IiepeHiccs, TOHKi Ty-
6u, MiKporeHig, rorudHe IigHeOiHHs, Helpa-
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BUJIBHUI picT 3y6iB, JIiHis poOCTy BOJIOCCS Ha
0061 Ta TOTWJIMIN po3TalloBaHa HU3BKO, Mi-
kpobOpaxinedasniss. [kipui mokpusu Omimi, i3
MapMypOBUM MAaJTIOHKOM, XOJIOMHI Ha OTHUK.
Typrop TKaHuH, M’I30BUI TOHYC i CYXOKUJIKO-
Bi peduekcu sumxkeni. CianzoBa 000JOHKA PO-
Ta poskeBa, 3y6iB — 12, roTwuHe mmigHeOiHHSI.
Y nerenax — nyepuJibHe auxaHHs. Mexi cep-
1s1 BignosizawoTh Biky. Ilpu ayckysabraiiii — ToHn
pUTMIYHI, 3ByuYHi, 4acTOTa CEPLEBUX CKOPOYECHb —
110 yn./xB. JKuBiT M’aKuil, 1OCTYIHUN NaJblIa-
mii. HwxHil kpail nevinku BUCTymae Ha +2 cMm
i3-mig peGepHOi AyrH, OKPYrauid, 6e300JiCHMIL,
enactnynnii. Cesesinka He nanabnyeTbes. Cumii-
toMm [lacTepHaribkoro HeratuBHU 3 060X GOKIB.
CevoBuITyCKaHHsST peTyJisipHe, BiibHe, Ge30oJric-
He. Ceda KOBTOTO KOJIBOPY, TTPO30Pa, y AOCTAT-
HbOMY 06cs13i. CXUJIBHICTD JI0 3aKpeIIiB.

Hlokasnuxu nabopamoprux ma iHcmpymen-
ManvHUX Memoois 00CaAI0HCeHHA. 3azanvHuil ana-
i3 xposi: epurporutu — 3,8x10 T/m, remorsio-
6in — 112 v/, neiikoruru — 5,5x109 i1/, eosu-
Hodimm — 3%, 6asodimm — 2%, Heiirpodinu — 36%
(maymuku — 4%, cermeHTH — 32%), JiMpOIUTH —
55%, MOHOIMTH — 4%, TMIBUAKICTb OCiaHHS epu-
TporutiB — 13 MM/TOI.

Bioximiuni  docnioycenns xpoei: 3araibHuii  Oi-
JIOK — 67 1/11, ansOyminu — 55%, raobyainu — 45%,
ajlaHiHamiHOTpancdepasa — 18 MMomb/71, acmapra-
tamitorpancdepasa — 17 MMo/b/J1, 3araabHuil Oi-
Jipy6in — 12,0 MKMOJIB/JI, I/II0KO3a — 3,8 MMOJIb/ I,
Kazbliiit — 2,65 mmosb/m, docdop — 1,02 mmoss,/ 1,
3aii30 — 14,5 MKMOJTb/JI.

3azanvhuil ananis ceyi: KoJip — CoJIOM STHO-3KOB-
TH, MyTHa, 1tiabHicT — 1020 /1; pH - 7,8; T110-
KO3a — He BUSBJICHO; KeTOHU — He BUSBJIEHO; elli-
TeJill — MOOAUHOKUN IJIOCKUH, JTEHKOIIUTH — 3—4
y noqi 3opy (11/3), epurporutu — 1-2 y 11/3, doc-
(hatu y BenuKiil KiTbKOCTI.

Enexmpoxapdiozpama: — cunycosa
eJIeKTPUYHA BiCh ceplis He BixuieHa.

Exoxapoiozpama: miHiMaJIbHUN 3BOPOTHUI TIO-
TiK KPOBi Ha TpUKycHifajibHOMY Kjamnani I cTyre-
HsI, aHOMaJIbHA XOp/Ia JIBOTO NLTYHOUYKA.

Yvmpassyxose odocniowcenns opeanie uepes-
HOT nopoxcHunu: 301TBITEHHS PO3MIPIB TEUiHKH,
a"aToMmivyHa Jlepopmailisi ;JKOBYHOTO Mixypa.

Enexmpoenuepanoepagis: napokcusmaibHa ak-
TUBHICTh y BUTJIANI HU3BKOAMIUIITYIHUX IUdy3-
HUX TOCTPUX XBWJIb Ha TJi AUCHYHKINI HIKHBO-
CTOBOYPOBUX CTPYKTYP.

Exoenuegpanoepaghis: osnaku JiKBOpHOI Ti-
nepTeHsii.

apuTMig;
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CLINICAL CASE

Oxynicm: MioTlisi BUCOKOTO CTYTIEHS.

Orxe, miBumnili i3 cungpomom CdLS, remo-
tuniom red MTHFR 677 CT (rereposuroTa), reH
MTRR 66 GG (rereposurora), Kapiotumnom 46,
XX, G-C-3abapsienns, 1% XpoMOCOMHOI HecTa-
6isbHOCTI, i3 XapakrtepuuM (deHorunom (disuy-
HUIl PO3BUTOK <3 TepIeHTuss], MikpoGpaxiite-
(dasisg, HU3bKa JiHiA pocTy BoJoccs Ha o0l Ta
MOTUJINII, CUHOGMPU3, OBTi Ta 3aTHYTI A0TOpU
Bil, ABOOGIYHMI IITO3, MaJeHbKMI Hic, BIaBJe-
He TiepeHiccst, TOHKI Ty6W, MiKpOreHis, roThY-
He igHeOiHHS, HellpaBUJAbHUN picT 3y0iB TOIIO)
BCTAHOBUWJIN [1iaTHO3 «3aTPUMKa TICUXOMOBJIEH-
HEBOTO Ta (hismuHOro po3BUTKY. CoMaTOTPOITHA
HemocTaTHicTh. TpukycnijasbHa perypritaris
I crynensd. AromasibHa X0op/a JiBOro MIJTyHOUYKA
cepug. l'actpoesodareansuuii pedaiokc. Cun-
JIPOM TOJPA3HEHOr0 KUIICYHUKA 3 3aKPEIOM.
Miomisi BUCOKOTO CTYTIEHS».

JnTuHi MpU3HAYUIN CUMIITOMAaTUYHY Tepariiio,
HOOTPOIIY, BiTamiHOTEpallilo, TOPMOH pOCTYy, Ma-
cax. 3rifiHo 3 Po3pOo6JIEHOI0 HEBPOJIOTOM KOMIT-
JICKCHOIO 1HAMBIAYQJIbHOIO IIPOTPAMOIO, 3 METOIO
peabiziTaiii peKOMeHyBald 3aHATTA 3 JIOTOIle-
7oM, 71e(peKTOJIOTOM i TICUXOJIOTOM, apT-Tepartiio,
JIMHAMIYHE CIIOCTEpEesKeHHs Ta peabimiTarfiiiai 3a-
XOZIM 3 IIPUBOJY €HJOKPUHOJIOIIYHOI, KapAioXipyp-
TiYHOI Ta TaCTPOEHTEPOJIOTIYHOI MTaTOJIOTii.

OOGroBopeHHs

Ak i B mxepesax JiTepaTypHOTO TOIIYKY 3
iei mpobjemMu, HaBeJeHUN KJIIHIYHWIT BUIIAJOK
cuugpomy CALS y gurunm Bikom 37 Micsiis 1mo-
Kasye, 1110 Hapo/KeHHs AiTelt 3 opdanHo0 1aTo-
JIOTi€I0 MOJKJINBE B TEHETUYHO 3/I0POBUX CiM sIX.
CUHZPOM TeHEeTUYHO TeTepPOTeHHU, OB I3aHII
i3 Mikpoxymiikaimieio xpomocomu 3 (JIOKYCiB
q25-q29). Yci Bigomi npuunaun CdLS moskHa
knacudikyBaTé gK KOTe3WHOMATii, ajie He BCi KO-
resuHonatii nmpussoiaTh g0 CALS. ¥V Ginbuiocti
mireit i3 CALS kapioTun HOpMabHUIA.

AK cBigunTh HaBeleHUU KJAIHIYHUU BUIIAJOK,
CdLS, sx i pemrra opdhannoi marosorii, € MyJib-
TUAUCIUTIIHAPHOIO TPOBJIEMOI0, OCKIJIBKH 10
IIaTOJIOTiYHOTO IIPOIeCy 3aydeHa BeJUKa Kijb-
Kictb opratiB i cucrem. Taki gitu morpedyOTh
pisHonpodinpaoi MeamuHOoi i coriasbHOI 10TO-
MOTH TIPOTATOM YCBOTO JKUTTS, 3aBAAKU YOMY
YaCTIlIe JOKUBAIOThH [0 3PILJI0Oro i MOXUJIOro BiKYy.

Tomy paHHE KJiHiYHE OIliIHIOBaHHS, MOJIEKY-
JIIPHO-TEHETUYHE JOCJi/ZKeHHs, KOHCYJIbTYyBaH-
H# 1 TIoZIaJIbIie MHAMIYHE CIOCTEPEKEHHS 3 GOKY
MYJbTAAACIUIIIHAPHOI KOMAaHAW TIOJIIIIINATL Me-
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juaHe 00CJIYTOBYBAHHS, MiIBUIINTD SIKICTh JKUTTS
quTrHY Ta ii ciM1 [3]. Azke TpUBATiCTD Ta SAKICTbH
sxurts qutuan 3 CALS BU3HAYaeThes HasiBHICTIO
i TSXKKICTIO BPOXKEHUX Ba/l, CYIIyTHBOI I1aTOJIOT],
PO3BUTKOM YCKJIQTHEHb.

Kirowosa poub y goraszi 3a autunoio i3 CALS
HaJIEKUTh GaTbKaM, sIKi MarOTh CTBOPIOBATH CIIPH-
ATIVBE CEPeNOBUIIE i JOTPUMYBATHUCS PEKOMEH-
naritt ¢axisiiB. barbkaM pekOMeHIYIOTh 3aX0fu
aKTUBHOTO PO3BUTKY JUTWUHU, JIJIT 9OTO BAKIIMBO
CIIPSIMyBaTH Ha JUTUHY BCIO CBOIO €HEPrilo, Te-
W10 i Typ6oTy. st MOMIIIeHHsT IKOCTi KUTTS i
tpuBasiocti BukuBanHs autuHa 3 CALS morpebye
MOCTiIMHOI CUMIITOMATUYHOI Tepartii, 3aCTOCyBaHHS
HOOTPOIIiB, BiTaMiHOTepallii, a TAaKOK Macaxy.

BucHoBku

HesBaxkaloun Ha Te, 1O OUIBLIICTG BUIIAJIKIB
CdLS € xmacnyauMHM, iCHY€ BeJMKA KLIbKICTH He-
KJIACMYHUX BapiaHTIiB i3 HeXapaKTEpPHUMHU MPOSBa-
Mu. YHicdikoBani kiiHiuyHi KpuTepii i cydachi iH-
CTPYMEHTH JiarHOCTYBaHHS (TENITAJIbTH) MOXKYTh
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