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Tleonapg curapom (J/1C) — ayToCOMHO-A0MIHAHTHE 3aXBOPIOBAHHS, LU0 XapaKTePU3YETbC MHOXKMUHHUMI JIEHTUTO | NASMAMK «KaBI 3 MOJTIOKOM», NOPYLUEHHAMN
Ha enekTpokapaiorpami (EKT), 04HMM rinepTenopuamom / 06CTPYKTUBHOK KapaiomionaTieto, CTEHO30M ereHeBOi apTepii, NaTonorieto rexitanii (y 4omnoBikis),
3aTPUMKOIO POCTY Ta MMyX0TOK. YacToTa UbOro CMHAPOMY He BijoMa, Y NiTepatypi onucaHo 6nm3bko 200 KNiHiYHWX BUNAAKIB.

KniHi4Huit BUnapok. HaseaeHo KniHiYHWiA BUNagok Ais4uHkm i3 J1C, rocnitanisoBaHoi Ao BigaineHHs KHIM JIOP «JlbBiBCbka 06nacHa AuTa4a KniHiyHa nikapHs
«OXMATOWNT» 3i ckapramu Ha TPYAHOLLi B HaBYAHHI, NOPIBHAHO 3 OAHOMITKAMM, LUBWUAKY BTOMY, FOM0BHWIA 6inb, 3afuULLKY | NPUCKOPEHe cepuebuTTa nig 4ac
(Di3NYHOr0 HABAHTAKEHHS.

Mg yac ornagy BMSBNEHO CTaH CepelHboi TAKKOCTI. LLKipa Ta cnnu3oBsi 060M10HKK 671i80-POXKEBI, FiNEPTENoprU3m 04el, MHOXUHHE NiIrMEHTOBAaHE NTACTOBUHHS,
NOLUNPEHe Mo BCbOMY Tiny, rineprigpo3 AonoHb. Oi3nyHNi PO3BUTOK HIDKYMIA 3a CEPefHiN, LUCrapMOHiHWIA 3a 3pocToM. MepudpepuyHi nimpaTnyHi By3nn He
306inbLUEHI. Y NereHsx — Be3NKyNApHe AUXaHHA. XpUnii He BUCIYXOBYKOTbCA. AYCKYNbTaTUBHO TOHW CepLA NPUIYLLEH], PUTMIYHI, 4aCTOTa CepLieBUX CKOPOYeHb —
90 yn./xB, iHTEHCUBHWIA (4/6) cucTonivHMA WyM y 2-4-my Mixpe6ep'i 3nisa i Ha BepxiBLi. ApTepianbHuil Tuck — 110/60 mm pt. cT. Tig 4ac KOMNIEKCHOro
o6c¢TexeHHs EKT giarHOCTOBaHO 03HaKM CUCTONIYHOTO NepeHaBaHTXEHHS Ta rinepTpodii NiBOro LUAYHOYKA, a TaKOX 03HAKM ileMii 3a[HbOi i 60KOBOI CTIHKN
NiBOrO LNYHOYKA.

Mig yac Exo-kapgiorpacdhiyHoro 06CTEXEHHS AiarHOCTOBAHO rinepTpodiyHy KapAiomionartito, acMMeTpUYHY, 06CTPYKTUBHY hopmy. I3 BHYTPILLHbOCEPLEBUM
rpagieHTom — 66-106 mm pT. CT.

Ha kowHcynbrauii y JIOP-nikapst AiarHOCTOBaHO [BOGIYHY CEHCOHeBpanbHy npuriyxysaticTb Il cTyneHs, 6inbl BupaxeHy 3niBa. KoHCynbTauif okynicta —
Vis 0D:0S=0,4:0,4. O4He gHO — 6e3 natonoriyHnx 3miH. Kopekuis 3opy — (-3). [iarHo3 «3milwanuin acturmatuam, aménionis». Mig 4ac ornsgy B AUTAYOr0
TiHEKOMOra He BUSIBNEHO NaTosorii 3 60Ky reHitanin.

[licns napakniHivyHNX 06CTEXeHb AUTUHY CKePOBAHO HA KOHCYMbTALLIl0 reHeTUKa i BCTAHOBMIEHO KMiHIYHWIA fiarHo3 «Jleonapa CUHAPOM, CUHAPOM MHOXMHHOIO
NEHTUrO>.

BucHosku. ®eHotun JIC € HaA3BMYAHO reTEPOreHHUM i3 KNiHIYHAMI 03HaKaMmu, L0 BapitolTh Bif HE3HAYHOI AMCMOPIT 067IMYYS | MHOXMHHUX NEHTUTO A0
TSXKOI hopmu rinepTpochivHOi Kapaiomionatii, po3ymMoBOi BIACTANOCTi W ryX0TW. HasBHICTb MHOXUHHWX NEHTUIO fae 3MOry 3anigo3puTii CUHAPOM i BYACHO
NPOBECTU PETESIbHE KIiHiYHE Ta FreHeTUYHE 0OCTEXEHHS.

BifCyTHICTb NEHTUIO B paHHLOMY AUTUHCTBI Ta CXOXKICTb KNiHIYHMX 03HAK i3 CUHAPOMOM HyHaHa yTpyAHIOE PaHHIO AiarHOCTUKY CUHAPOMY. HalyacTile B Aiten
i3 J1C piarHocTyeTbcs rinepTpodivHa Kapaiomionaris, ika Mae 6yTI nif peTeNbHUM KOHTPONEM KapAionora Ans nonepeipkeHHs pantoBoi cepLeBoi cMepTi.
ABTOpY 3aABNIAOTH MPO BiJCYTHICTb KOHATIKTY iHTEpECIB.

Knto4osi cnosa: Jleonapa CMHAPOM, NEHTUrO, TinepTenopusm o4ei, rineptpodivyHa kapgiomionarisa, PTPN11 ren.
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Leopard syndrome (LS) is an autosomal dominant disease characterized by multiple lentigo and cafe-au-lait spots, ECG disorders, ocular hypertellorism,
obstructive cardiomyopathy, pulmonary artery stenosis, male and female genital pathology. The frequency of this syndrome is unknown, nearly 200 clinical
cases have been described in the literature so far.

The clinical case. The article presents the clinical case of a girl with Leopard syndrome who was admitted to the pediatric department of Lviv Regional Hospital
OHMATDYT with the complaints of learning difficulties compared to her peers, fatigue, frequent headaches, shortness of breath, and exacerbations during exer-
cise. On examination: general state of moderate severity. Skin and mucous membranes pale — pink, hypertellorism of the eyes was determined, multiple pig-
mented lentigenes spread throughout the body and hyperhidrosis of the palms. Physical development — below average. Peripheral lymph nodes not enlarged.
On ausculation: vesicular breath sounds, muffled heart tones, heart rate 90 beats / min, intense (4/6) systolic murmur in 2-4 intercostal space to the left and
at the apex. Arterial blood pressure — 110/60 mmHg. Signs of systolic overload and left ventricular hypertrophy and of the left ventricular posterior and later-
al ischemia on ECG. Hypertrophic cardiomyopathy, an asymmetric, obstructive form, was diagnosed during the echo-cardiographic examination. With intrac-
ardiac gradient — 66-106 mmHg.

ENT doctor consultation revealed bilateral sensoneural hearing loss of Il degree, more pronounced on the left. Ophthalmologist consultation — Vis OD: 0S =
0.4: 0.4. The fundus — pathological changes were not detected. Vision correction — (-3). The diagnosis is mixed astigmatism, amblyopia. Pathology of gen-
italia was not found on examination by a pediatric gynecologist.

After the paraclinical examinations, the child was referred for consultation by a geneticist and a clinical diagnosis was established «Leopard syndrome,
multiple lentigo syndrome».

Conclusions. The phenotype of LS is extremely heterogeneous with clinical manifestations ranging from minor facial dysmorphia and multiple lentigo to patients
with severe hypertrophic cardiomyopathy, mental retardation and deafness. The presence of multiple lentigenes makes it possible to suspect the syndrome and
to conduct a thorough clinical and genetic examination in a timely manner.

The absence of lentigo in early childhood and the similarity of the clinic to Noonan syndrome complicates early diagnosis of the syndrome. Most often chil-
dren with LS are diagnosed with hypertrophic cardiomyopathy, which should be closely monitored by a cardiologist to prevent sudden cardiac death.

No conflict of interest were declared by the authors.
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'JIbBOBCKMNIA HALMOHANbHbBIA MEAULMHCKMIA yHUBEPCUTET MMeHN [aHuuna Fanuukoro, YkpauHa

*KHIM JTOP «J1bBOBCKas 06MacTHas AeTckas knuHuveckas 6onbHuua «OXMATOET», YkpanHa

TNeonapg cungpom (JIC) — ayTOCOMHO-LOMWUHAHTHOE 3a60NeBaHNE, XapaKTepU3YHOLLEEeCs MHOXECTBEHHbIMU NEHTUIO W NATHAMKU «KOe C MOMOKOM>,
HapyLueHusMu Ha anekTpokapanorpamme (JKI), rmasHbIM runepTenopu3mMmom / 06CTPYKTUBHON KapauoMMOnaTinei, CTEeHO30M NIer04HOM apTepui, natonoruei
FEHUTANNIA (Y MYX4UH), 3a8ePXKKOI pocTa 1 ryx0Toil. HacToTa JaHHOr0 CUHAPOMA HEM3BECTHA, B NINTEpAType 0nncaHo okono 200 KIMHUYECKUX CNy4aes.
Knuuuyeckuii cnyyaii. MpeacTaBneH KNUHUYeckuid cnyyain aesovku ¢ J1C, rocnutannauposaHHoil B otaeneHue KHI JIOP «JIbBoBCKasi 06nacTHas Aetckas
KnuHuyeckas 6onbHuua «OXMATOET» ¢ »xano6amm Ha TpyAHOCTM B 06y4eHMN, N0 CPABHEHMID CO CBEPCTHUKAMW, ObICTPYIO YTOMSEMOCTb, FONI0BHbIE 607N,
OfibILLKY W y4alleHHOe cepAaLebrerne npu uanyeckoin Harpyske.

[lpn ocmoTpe BbLISBNEHO COCTOAHWE CPefHel TsKecT. Koxa 1 Cnusnctble 0007104KM 6efjHO-PO30BblE, TWMNEPTENOPU3M rNa3, MHOXECTBEHHbIE
NUTMEHTUPOBAHHbIE BECHYLLKW, PacnpoCTpaHeHHbIe N0 BCeMy Teny, rMnepruapo3 nafoHein. OU3MYECKOe Pas3BUTUE HWXKE CPELHEro, AUCrapMOHWUYHOEe
no pocty. MNepudpepnyeckne NUMGaTUYECKNe y3nbl He YBENUYEHbI. B Nerknx — BeankynapHoe AblxaHne. Xpunbl He BbICAYLUMBAKOTCA. AYCKYNbTaTUBHO TOHbI
cepaua NpuUriyLUeHbl, pUTMIUYHbIE, 4acTOTa CepAEYHbIX COKpaLLeHnii — 90 ya./MUH, NHTEHCUBHBIN (4/6) CUCTOANYECKNIA WyM B 2—4-M Mexpebepbe cresa u
Ha BepxyLLke. ApTepuanbHoe fasnenne — 110/60 mm. Bo Bpems komnnekcHoro o6cnefosanus, IKI anarHocTupoBaHbl NPU3HAKK CUCTONMHECKON NeperpysKku
1 TUNEPTPOCMM NIEBOTO XKENY[04Ka, a TaKXKe NPU3HAKYM ULLeMUU 3afHeli 1 60KOBOI CTEHKM NIEBOTO Xenyao4ka.

Mpu 3xo-kapauorpacmyeckom 06CNELOBAHNN [MAarHOCTMpOBaHa runepTpoduyeckas kapaMoMuonaTus, acuMMeTpuyeckas, 06CTPyKTUBHas opma
C BHYTPUCEPLEYHbIM rpafneHToMm — 66—106 Mm pT. CT.

Ha koHcynbtayuu y JTOP-Bpaya AnarHocTMpoBaHa ABYCTOPOHHAS CEHCOHEBPAsibHAA NPUrIyxoBaTocTh Il cTeneHu, 6onee BbipaXeHHas cnesa. KoHcynbrauus
okynucta — Vis 0D:0S=0,4:0,4. MasHoe aHO — 6e3 natonoruii. Koppekums 3peHus — (-3). qnarios «CmeLuaHHbIid acTUrmMatuam, am6nmonus». Ha ocmotpe
Yy [AeTCKOr0 rMHEKomora natonorus co CTOPOHbI FTEHNTANNIA He 06HapYXKeHa.

lMocne npoBefeHHbIX MapakNMHUYECKNX 06CNEeA0BaHNA PEOEHOK HANpaBneH Ha KOHCYNbTaLMio FeHeTMKa 1 YCTaHOBNEH KMMHUYECKUA AuarHo3 «Jleonapf
CUHAPOM, CUHLPOM MHOXXECTBEHHOTO NEHTUT0».

BbiBoabl. ®eHoTun J1C 4pe3Bbl4aiHO reTeporeHHbli, KNMHUYECKIUE NPOSABNEHNS BAPLUPYIOT OT HE3HAYNTENbHON AUCMOPUM NULLA U MHOXKECTBEHHbIX IEHTUMO
[0 TSHKenon hopMoil runepTpodUYeckon KapanomMmonaTum, yMCTBEHHON OTCTNOCTI W FYX0Tbl. Hann4me MHOXECTBEHHbIX JIEHTUIO NO3BOSIAET 3aN0A03PUTH
CWUHAPOM 1 CBOEBPEMEHHO NMPOBECTY TLLATENbHOE KNWHNYECKOE W FeHETUYECKOe 06CrejoBaHNe.

OTCyTCTBUE NEHTUTO B PAHHEM AETCTBE M CXOLCTBO KNMHUYECKNX NPOSIBAEHMIA C CUHAPOMOM HyHaHa 3aTpyaHseT paHHIOK AMArHOCTUKY CUHAPOMA. Yalue Bcero
y peteit ¢ JIC gmarHocTupyetcs runeptpodpuyeckas KapAMOMMUONATUs, KOTOpas LOMKHA ObiTb MOA TLIATeNbHbIM KOHTPONEM Kapauonora C Lembi

npeaynpexneHus BHe3anHou cepeyHon cMepTu. ABTOPbI 3afBNSIOT 06 OTCYTCTBUAN KOH(DIMKTA UHTEPECOB.
Kntoyesble cnosa: Jleonaps CUHAPOM, NIEHTUIO, TUNEPTeNopu3M rnas, runeptpocuyeckas kapamomvonatus, PTPN11 ren.

BcTtyn

eorapz cuapoM (JIC) — Bkpaii piakicHuit

JICI/IHIIPOM, Mo TOEMHYE B c0o0i BPOIKEHi
aHoMaJTii o6JIMYYs, IIKIPH Ta CepIeBO-CYAMHHOI
cucremu. Hassa «Jleomapm» — 1ie aGpeBiaTypa
OCHOBHUX TMATOJIOTIH TIPU IBOMY CHHIPOMI:
L — lentigines (nacrosunns), E — EKG distur-
bances (3minu na enexkrpokapzaiorpami — (EKT)),
O — ocular hyperthellorysm (rinepresopusm
oueit), P — pulmonary stenosis (creHos JiereneBoi
aprepii), A — abnormal genitalia (mmatosiorist remi-
tamiit), R — retardation of growth (3aTpumka
pocry) ta D — deafness rayxora [1]. Takox
y JiTepaTypi 3rajlaHo iHII HAa3BW 3aXBOPIOBAHHH,
TakKi 9K CMHAPOM MHOKHWHHOTO JIACTOBUHHS, Kap-
MIONTKIPHUM CHHAPOM i TPOTPECUBHUI KapaioMio-
MMaTUIHUN JIEHTUTIHO3.

Jleonapyi cMHAPOM — ayTOCOMHO-JIOMiHAHTHE
3aXBOPIOBAHHS, N0 XapPaKTEPU3YETHCI MHOXKNH-
HUMU JIEHTUTO 1 TJIAMAMHU <KaBU 3 MOJIOKOM»,
nopymenasiMu Ha EKT, ounum rinepresopusmom/
0OCTPYKTUBHOIO ~KapAioMiomaTi€io, CTeHO30M
JIeTeHeBO1 apTepii, aToJori€ro reditaniii (y 40J0-
BiKiB), 3aTPMMKOIO POCTYy Ta Tayxotow. Y 85%
BUIAJIKIB 1l TeTepO3UTOTHA MYTallisd, 10 BUSIB-
asgetbess y 7, 12 ta 13 ex3oni PTPN11 rena,
atakox reda RAF1 ra BRAF Yacrora 1iporo cun-
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JAPOMY HEBifOMa, y JiiTeparypi omnucaHo OJU3BKO
200 KJIIHIYHUX BUIIQJ/IKIB.

Jluemopdist 001y BKIIOYAE OYHMIA TirepTe-
JIOpU3M, TITO3 1 HU3BKOTOCA/KEHI Byxa. 3picr,
SIK TIPABUJIO, — y MeKax 25 mepreHTuist. 3 60Ky
CepIeBO-CYIMHHOI CHCTEMU HaWJacTillle BUIB-
JISETbCS TinmepTpodiuyHa Kapjiomionartis 3 ypa-
JKEHHSM JIIBOTO TIIJIYHOYKA, MOPYIIEHHAM PUTMY.
JlenTuro Moxe OyTH BPOIKEHNM, ajie HaiiyacTiie
MPOSIBJISIETHCST 10 4—5-TO PIYHOTO BiKYy, iX Kijib-
KiCTh 3HAYHO 30iJBIIYETHCS [0 JOCATHEHHS
ny6epratioro Biky. Koiiniuna miarnoctuka JIC
MOske OYTH 3HAYHO yTPYAHEHOI0, 0COOJUBO B PaH-
HbOMY JIMTUHCTBI, /10 TOSIBU MHOKUHHOI'O JIEHTH-
ro, 110, 3a3BUYAH, 3'ABJISETHCS /10 d-PIYHOTO BiKY.

VYV 6musbko 15-25% niteit i3 JIC Takox BUHU-
Ka€ HeMPOCEeHCOPHA TJIyXoTa. K MmpaBumo, BOHA
JIIaTHOCTYETLCSA B PaHHBOMY UTWHCTBi, TpOTE
MO’Ke BUHUKATH 1 B JIOPOCJIOMY Billi.

®Denorun JIC € HaA3BUYAWHO TETEPOTEHHUM
13 KJIHIYHUMM O3HaKaMu, IO BapiloioTh BiJl He-
3HA4YHOI AucMopdii 00IMYYs Ta MHOKUHHUX
JIEHTUTO JIO TSIKKOi hopMmu TinepTpodiuHoi Kap-
Ziomiomnarii, po3yMOBOI Bi/ICTAalOCTI W TIYXOTH.
HagBHicTb MHOXKMHHUX JIEHTUTO JTa€ 3MOTY 3alli-
JIO3PUTHU CUHAPOM 1 TIPOBECTU peTesibHe KJiHIuHE
il reHeTUYHE OOCTEKEHHS.
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KniHiyHuin BUNagok

[lo BifiiieHHd CTapuIoro IUTUHCTBA FOCIITA-
30BaHO JIIBYMHKY BIKOM 7 DOKiB 31 cKapramu Ha
TPYIHOIII B HABYAHHI, TOPIiBHAHO 3 OJHOITKAMH,
HIBUJIKY BTOMY, TOJIOBHUII OiJib, 33/IUIIKY Ta TPU-
CKOpeHe cepieOuTTs 11/ yac (HisM4HOTO HaBaHTa-
JKEeHHH.

3 aHaMHe3y BiJIoMO, 1[0 [[iBYNHKA HAPOIUAIA-
ca Bix Il BaritaOCTi, 11 mosoriB mrsxom Kecape-
Boro po3tuny 3 Baroto 3500 r, 3poctom 51 cMm.
Hesnauno BifcTaBasa y i3snuyHOMY i ICUXOMO-

Puc. 1. MHOXUHHE NIEHTUr0 Ha Tynyo6i

Puc. 2. Enextpokapgiorpama, |-
avL, avF (penpecis cermenta ST)

Towm i T
¥i ¥

Puc. 3. Enextpokapgiorpama, BigsenerHs V1-V6 (enesauis cermeH-
Ta ST Hap isoniuieto, fenpecia cermenta ST, Bif'eMHUIA 3y6eLb T)

Puc. 4. TinepTpois BEPXHbOI TPETUHN MDKLLITYHOYKOBOI Nepero-
pofku. [inepTpodis NiBOro LWnyHO4YKa
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TOPHOMY PO3BUTKY. Y AWUTUHCTBI XBOpija Ha
0OCTPYKTUBHUI OpOHXIT, TOCTPi peciipaTopHi
3aXBOPIOBaHHS, aHTiHy. 3i cJiB Marepi, y Billi
5 POKIB 3'IBUJIOCS JIACTOBUHHS Ha IIKipi Ty1yHa
Ta KiHIIBOK, fKe IOCTYIIOBO IIOMIMPIOBATIOCH
nenpaini Oinbire (puc. 1).

ITiz yac oryisLy BUSBJIEHO CTAH CEPEHBOT TAXK-
kocri. [IIkipa Ta can30Bi 06010HKK GJ1i10-POKEBI,
rimepTesoOpusM OdYel, MHOKMHHE ITiTMEeHTOBaHE
JIACTOBMHHS, TIOHIUPeHe 110 BCbOMY TiJy, Tinepri-
apo3 mosioHb. Di3UYHUN PO3BUTOK HUIKYMI

Puc. 6. TpafieHT y BUXiGHOMY TpaKTi f1IBOrO LUIyHO4Ka 86 MM pT. CT.

95



3a cepenHii, AMcrapMoHiiiHTil 3a 3pocToM. [lepu-
dbepuuHi nimbaTiaHi By3u He 30iableH]. Y ere-
HSAX — BE3WKYJApHE [AuUXaHHd. XPUIH He
BHUCJIYXOBYIOTbCSA. AYCKyJIbTAaTUBHO TOHU CepId
NpUIJIyleHi puTMivHi, JacToTa ceplieBuX CKOpO-
yenb — 90 yz./xB, inTeHCUBHUT 4/6 CUCTONIYHA
myM y 2—4-my wmixpebep'l 3iiBa i Ha BepXiBILi.
Aprepianbanit Tuck — 110/60 mm pt. ct. JKusit
M'sKui, O6e30osicHul, medinka +1 c¢M HUK4Ye
pebeproi ayru. CenesiHKa He IaJbIIyEThCS.
Ha6pskiB Hemae, ce4OBWIIJIEHHS BijibHe, Aiypes
nocrariil. Ili 4ac KOMIJIEKCHOTO OOCTEKEHHH,
Ha EKI pgiarHocTOBAaHO O3HAKM CHUCTOJIYHOTO
TepeHaBaHTAKEeHHS 1 TinepTpodii TiBOTO MIITyHOU-
Ka 3 O3HAKAMU ileMii 3a/{HbOI Ta GOKOBOI CTIHKU
JIIBOTO TIIIIYHOUKa (puc. 2—-3).

ITix yac Exo-kapaiorpadiunoro oOcTekeHHS
JIIarHOCTOBAHO TiNepTpodito JIBOTO NMLIYHOUYKA,
BUPAKEHY acUMETPUUHy TinmepTpodiio BEPXHBOI
TPETUHM MIKIIJIYHOUKOBOI TIEPETOPOJAKUA —
0,9-2,1 cm (mopma — 0,7 cm), (puc. 4).

3amHg CTiHKA JiBOTO MITyHOYKA 0,9 cm
(mopma — 0,7 cm). JliBuii nuryHOYOK — 4,2 CM.
Jlise mepencepast — 2,8 cm. JledpekTu meperopoiox
He BUsBJeHi. Aopra Bucxigna 2,2 cM, ayra —
2,0 cm. Husxigna — 1,8 cm. Kianan — 6es narosto-
riyHuX 3MiH. ['palieHT TUCKY Yy BUXIIHOMY TPaKTi
JIIBOTO MITYHOUYKA 3pocTac y auHaMiti 68—106 mm
pt. ct. Jlerenena aprepis — 2,5 cm. BisyasizoBano
aHOMAJII0 XOPAATBHOTO arapaTy CTYJIOK MiTpaJib-
HOTO KJIallaHa: BKOPOUYEHi XOPAU 33THbOI MiTPash-
HOI CTYJIKHM Ta 00MEKEHO PyXOMa 3ajIHsI MiTpaibHa
CTyJKa, TIOMIpHAN CTE€HO3 1 HeZOCTaTHICTh
MITPaJIbHOTO KJalaHa, PEECTPYEThCS (PeHOMEH
SAM i perypritaitig Ha MiTpaTbHOMY KJarmafi 2+
(puc. 5). Koponaphi aprepii BiIX0[sTb THUIIOBO,
MIPOKCUMaJIbHA YaCTUHA JIIBOI KOPOHAPHOI apTepii
INIATOBaHA 110 4,5 MM.

DyHKITisST A0pTATHHOTO, JTETEHEBOTO 1 TPUKYCITi-
JIAJIBHOTO KJIATIaHiB He rnmopynieHa. CKOPOTIUBICTh
Mmiokapga xo0pa, ¢dpakiis Bukugy — 66—68%.
BucHoBok: rineprpodiuHa Kapaiomionaris, acu-
MeTpuyHa, oOCTpyKTHBHA (opma. BHyTpinmHpo-
cepiieBuii rpajgienT — 66—106 mm pr. ct. (puc. 6).

[l momepeskeHHST BUHWUKHEHHS JKUTTEBO
3arPO3JUBUX apPUTMIN IUTUHI TPU3HAYEHO aTEHO-
Joa 'y 1031 1 Mr/kr 2 pasu Ha 100y i criocTepeskeH-
H4 B Kapziosora 1 pa3 Ha pik.

Ha xoncymprarii 8 JIOP-mikapst miarnoctoBa-
HO JBOGIYHY CEHCOHEBPAJbHY MPUTIYXYBaTIiCTh
IT crynenst, Gisbll BUpaskeHy 3JiBa. Borumimesa
MaToJIOTist 3 OOKY IEHTPaJbHOI HEPBOBOI CUCTEMNU
He BusiBieHa. KoHcysbrariss okyiicta — Vis
OD:0S=0,4:0,4. Oune 11O — 6€3 TATOJIOTTYHUX 3MiH.
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Kopexmist 3opy — (-3). [liarnos — 3wmimanunii
acturMarusM, amOsiomiga. Ha ormmaai B aursadoro
TiHEKOJIOTa MAaTOJIOTii 3 OOKY TeHITANiil He BUSIBIIEHO.

[Ticis mapakaiHiYHUX 0OCTEKEHb AUTUHY CKe-
POBAHO HA KOHCYJIbTAIIIIO TeHETUKA Ta BCTAaHOBJIE-
HO KJIIHIYHUN miarHo3 «J/leomapa cuHapom — cuH-
JIPOM MHOKUHHUX JIEHTUTO».

OOGroBopeHHs

Jleonaps CMHIPOM — PiJIKicHE ayTOCOMHO-/0-
MiHAHTHE 3aXBOPIOBAHHS, SIKE € aJleJIbHUM BapiaH-
ToMm cunapomy Hymnana, y 85% Bumnazkis 1ie rete-
PO3UTOTHA MYTallisl, 110 BUSBJSETbCS y 7, 12 Ta
13 exszoni PTPN11 rena, a takox rena RAF1 i
BRAF. Tenernuni gocuizkentst MyTailii 1poBo-
JIAThCS B KPOBI, Billkax XOPiOHY Ta B aMHIOTUYHII
piguni. JIC kainivno cxoxuit Ha cuuaapom Hymnamna
i meiipopiopomaros 1-ro tumy. JIC € ayrocomno-
JIOMIHAHTHUM 3aXBOPIOBAHHSIM 13 IOBHOIO TIeHE-
TpAIli€io i BapiabeabHOI eKCIPECUBHICTIO. SIKIIO
ypaskeHuii oIuH i3 6aThKiB, TO icHy€e 50-BizcoTKO-
Ba IMOBIpHICTh BHHUKHEHHS 11HOTO 3aXBOPIOBAHHS
B aiteir. JIC mae OyTu 3amio3peHuM y [iTel,
Y SIKUX TIPEHATAIBHO JIaTHOCTOBAHO TinepTpodiu-
Hy Kapaiomiomariio. Y Takomy pasi HeOOXiTHO
nposoautu [JHK-TecT.

Yuepme 1eii cungpom onwmcano y 1936 p.
Zeisler Ta Becker, siki BusiBusIn y 24-piaHoi sKiHKH
MHOKMHHE JIACTOBUHHSI, KiJIBKICTh SKOTO TIPOrpe-
CHUBHO 301JIbIITyBAIACST Bi/l HAPOJKEHHS 110 TTyOep-
TaTHOTO BIKY, KIJIETIOMIOHY TPYAHY KIITKY, Tiltep-
TEJIOPU3M OYeid, TPOTrHaTIIO Ta TPEeACTAaBUJIN TIei
KJIIHIYHWN BUTIA0K Ha 3'i31i AMEpPUKaHChKOI aco-
miamii gepmatosioris [2, 3]. ¥V 1966 p. Walther Ta
1HIII HAYKOBI[ OIIUCAJIM POJUHY 13 TIOPYLIEHHSIMU
Ha EKI, cucrosmiyHuM HIYMOM 1 JIEHTUTIHO30M.
Y 1968 p. Matthews omicas senturo i mopyiieH-
us Ha EKT. Yepes kinbka mecsarkis pokis Gorlin
Ta iHIIIi aBTOPHU TEePETJISHYJIHN 1110 TATOJIOTIO0 1 TpH-
nymanu akpoHiMm <«Jleomapa cuHApom», SIKUil
BKe BiOOpaka€ 3HAYHO IIUPIIE MOHSITTS 3aXBO-
proBanns [1]. ¥ 1975 p. Voron Tta i HayKOBIT
[PE3EHTYBAIN CTATTIO, Y SIKiHl IIpe/icTaBUJIN Jliar-
HOCTUYHI KPUTEPil CHHAPOMY Ta HaTOJOCUJIHN
Ha JIy’Ke PI3HOMAHITHINl KJIiHIYHII KapTuHI CUH-
IpOMY.

Yacrora Ta nommpenicts JIC ne Bimoma [1].
Y gitepatypi onucaHo 6sm3bko 200 KaiHIYHMX
Bunazkis JIC. ¥ rpymni Tak 3BaHuX HEeWpPO-Kapiio-
JuTeBo-MKipHUX cuHApoMmiB, JIC € napyrum
HalyacTimuM Ticas cunapomy Hywmama [4].
JIC myske yacto mporyckaroTh abo MiarHOCTYIOTh
HEINPaBUJIbHO, OCKIJIBKU KJIIHIUHI 03HAKU MOXKYTh
OyTH HE3HAYHO BIUPAKEHUMU.
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KuiniyHo Haii6iabII XapaKTEPHOIO O3HAKOIO
CUHAPOMY € jieHTuro [1]. XapaktepHumu € 3MiHN
3 60Ky 00JIMYYst, BOHO IUCMOP(iUHE i CYyTTEBO 3Mi-
HIOETBCST 3 BiKOM. JlucMopdist 06madst € MeHIi
BUPAKEHOIO IIPU HAPOJXKEHHI Ta Y TPYIHOMY Billi.
lmepremopusam odeil, Sk TPaBUI0, BUSBJISIETHCS
B yCiX HEMOBJISIT, & IJIOCKE HepeHicest i fucMopdist
ByX — y 87% niteii. [1T03 10BiK, HU3BKO TTOCAIKE-
Hi, BEJINKI ByXa Ta MTEPUTIyM TITHi 3yCTPIvaioThCs
3 MEHI0I0 4acToToio (37%) [2]. 3minu 3 60Ky cep-
[[EBO-CYIMHHOI CUCTEMHU BiZIMIYalOThCsT y OJIM3BKO
70% martienTis [5].

Haii6inbm xapakrepuumu € 3minu Ha EKT.
Binxuienns exekTprmaHOI OCi cepIs BIIiBO, po3Ta-
IryBaHHs oci y miamazoni -60 ta —120 rpamycis.
I[# o3Haka He 3aBXK/IW HasBHA, IHOMI MOKe OYTH
€MUHOIO KJIHIYHOIO O3HAKOIO, BIiJITaK CJIYTYE
Ba)KJIMBOIO KJIIHIYHOIO TTi/IKa3KOIO.

Y 2007 p. iramiiiceki Haykosmi Limongelli
Ta iHII aBTOPH O1MyOTiKyBaIn BIacHe OCTiIKEH-
H4, B SKOMY BCTAHOBUJIH, 110 TiopyieHHs: Ha EKT
BUHUKAIOTD ¥ 75% TAIi€HTIB, BKIIOYAI0YH O3HAKH
rineprpodii JiBoro uu 060X MUIYHOUKIB, y 46%
4acTo acoliioiThes i3 q-xsussimu (19%), mogos-
xenuMm iatepBasiom QTc (23%) i mopyienHsmMu
nporieciB pernosisspu3aritii (42%) [5]. [Mopyrrents
MPOBIIHOCTI JIIaTHOCTYIOThCS 'y 23%, a 3MiHU
3youst P — y 19% namientis.

Y nocutipKeHHAX TIollepe/iHiX POKiB BKasaHO,
0 HAWJacCTINIo0 CeplieBOI0 aHOMAJIi€Io B JiTel
i3 JIC € creno3 sereHeBoi aprepii 3 abo 6e3 auc-
m1a3ii kjaamnana. Ajle, 3a OCTAaHHIMU TOCJIKEHHS -
mu, 1151 1rdpa € 3nauno nmxkyoio — 10-20%. Tine-
TpoiuHa KapioMionaTis € HaifuacTiloo aHoMa-
JIi€T0, MO CTAHOBUTH 3aTrpPo3y JKUTTIO TAIIEHTA
i3 JIC. dx mpaBuio, BoHA € aCUMETPUUIHOIO
i3 3a/iTHUM JIIBUM NLIYHOUYKOM y Maiike 80%
BUTIA/IKIB Ta aCOTIOETHCS 31 BHAYHOIO OOCTPYKITIEIO
BUXIiIHOTO TPAKTYy JIBOTO MIIYHOYKA. [3, 6]. ¥ mite-
paTypi ONUCAHO JieTaJbHI HACJIJKU B IAI[l€EHTIB
i3 JIC Ta rimeprpodiunoio KapaiomionaTieio [7].

Kapmiomionariss Moxke OGyTH BPOIKEHOIO, aje
KJIHIYHO MaHiecTye BKe B M3HBOMY IUTUHCTBI.
PosButox kapmiomiomnarii, Sk MpaBUJIO, TEPeENyE
BUHUKHEHHIO MHOKUHHOTO JIEHTHUTO, ajie Timep-
Tpodis CTIHKM MioKapja MoOKe TPOTrpecyBaTu
rapajesbHo 3 Horo BUHUKHEHHAM. Y JiTeparypi
OIKUCAHO KiJIbKA KJIIHIYHUX BUIAJKIB IIPOTPECYIO-
4oi Kapjiomiomarii, gdKa CHpUYNHUIA CMEPTh
MIPOTATOM MEPIIOTO MiCAIS )KUTTS. SMOHCHKI HAY-
koBIM B skypHaui Circulation y 2018 p. omy6uiky-
BaJd CTATTIO, y $SIKiii 3pOOWJIM BHUCHOBOK IIPO
MPUIIBUAINEHY TpoJidepallifo KapaioMiOIHUTiB
Miokapza HoBoHapomxkenoro i3 JIC micaa ricto-
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JIOTIYHOTO AOCJiKeHHsT Miokapaa. [lociignmkm
IpoBeJIN IMyHOTIiCTOXIMiUHE TOCJIPKEHHA
HYKJIEADHOTO IPOTEiHY, MapKepa KJIITUHHOI Ipo-
midepartii Ki-67 (MIB-1), kKiTbKicTb SIKOTO 3HAYHO
nigsuiena B gite i3 JIC [10].

Taxoxx ommcaHo BUTAJAKUA MPOJIATICY MiTPah-
HOTO KJIallaHa, PO3IIEIUIEHHsI CTYJOK abo Horo
irmi mMopdosoriuni anomarnii y 6m3bko y 42%
martienTiB 13 JIC. Menm gacto JIC acoritoeTnesa
i3 edpekTaMu MisKIIepecepIHOl 1 MIXKITLTYHOYKO-
BOI TIEPETOPO/IOK, AHOMAJIIIMU KOPOHAPHUX apTe-
piif, aHEBPU3MOIO BEPXiBKHU 1 HEKOMITAKTHUM MiO-
KapZioM, MHOKWHHUMU JlepeKTaMu TIeperopoiky,
i307TbOBAHUM PO3MIUPEHHSIM JBOTO ILIYHOYKA
i pibpoemacrosom [5].

3 OOKy HIKipu XapaKTepHe MHOKITHHE JIEHTHTO,
sJKe 1 € BU3HAYaJIbHOIO KJIHIYHOI 03Hakoio JIC,
4acTO BOHO MOXKe He BUABJIATUCS Y TPYHOMY BIilli.
JleHTUTO XapaKTepusyoThCsS TIOCKUMU, YOPHO-
KOPUYHEBUMHU MakKyJdamMu, poamipom 1-2 wmwm,
MONIMPEHUMHU MIEPEBAKHO HA 00JIMYYi, Ui, BEPX-
HiiT yactuHi Tysyba, AKi He ypaKyiOTh CJIM30Bi
000I0HKH. Y OIJIBIIOCTI BUIAAKIB JIEHTHUTO 3'sIB-
JISIETHCST BIKE Y Billi 4—5 POKiB, a iX KiJIbKicTh 3HAY-
HO 30iJIbIIYETHCS 0 JOCATHEHHS MyOEepTaTHOTO
BiKYy, IO cIIOCTepirajocs i B HAIIO1 MAI[iEHTKH.

[Tosia sieHTUrO He MOB'd3aHa 13 BILIMBOM
COHSTYHUX TIPOMEHIB, IO BifIpi3HSAE HOTO Bijl Bec-
HIHOK. [Ipu TicTON0TIYHOMY NOCTiKEHH] JIEHTH-
TO XapaKTePU3YEThCS HAKOMMYEHHSM IITMEHTY
B JIepMici Ta y TIMOIINX [apax AepMu i3 30iJbiie-
HOIO KIJIBKICTIO MEJAHOIUTIB HAa OAUHUIIO TIJIOII]
mKipn. Takok XapaKTepHUMU € TIISIMU <«KaBH
3 MOJIOKOM», I1[0 BUHUKAIOTH Y OJIM3bKO TIOJIOBUHU
MAIIEHTIB Ta MOAIOHI 10 THUX, 10 BU3HAYAIOTHCS
npu HeiipodibpomaTosi 1 tumy, i BUIAAAIOTH
3HAYHO TEMHIIIMMHU Y YOPHOIIKIPUX TAITI€HTIB [ 6].
Ili My MOXKYTh OYTH BPOIKEHUMU 1 BUSBJIS-
I0ThCH, K TPaBUJIO, Ha JIOJIOHAX, Ii/IONIBAX,
06sinyYi, MIKipi rOJIOBKM Ta 30BHIIIHIX TeHITaisIX.
VY nesxux marie€nTiB TaKoK BU3HAYATOTHCS [TiJITH-
KU TIIOTIrMeHTallil Ha IIKipi.

Diznunnii po3puTok aiteil i3 JIC, K 1mpaBuio,
HUKUYUI 3a cepeHiil — y 25 % niTeii criocrepira-
€TbCI 3aTpUMKa pocTy (HUXKYe 3 TepIeHTUJIs
3a 3poctoM) [8]. Ase Bara mpu HapOKEHHI € HOP-
MaJIbHOIO 200 BUIIOIO 32 CEPEIHIO Y TPETHHU [iTel
i3 JIC [9].

[ng JIC xapakTepHUMU € aHOMAJTil CKeJeTy.
ITiz yac oruisity BUSIBJISIETHCS MIMPOKA KUJIEMO/I6-
Ha abo 3amajia rpyJHa KJIiTKa — OJU3bKO Y 75%
HOBOHApOKeHnX. IIpoTHaTis HWXKHBOI IIesend,
CKOJIi03, TinepMoOiNbHICTh CyryobiB iarHOCTY-
10Tbest pifko [8]. XapakTepHuMu € 3MiHU 3 GOKY
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cedyocTateBoi cucteMu. JI|BOCTOpOHHINT Kput-
TOpXi3M BUHUKa€E y Om3bko 50% XJIONMYMKIB,
YaCcTO JIIarHOCTYETHCS Tillocnaiisi Ta TiloIiasis
reritamiii. CrareBe q03piBaHHS BigOyBa€ThCS
i3 3aTPUMKOIO, y /IIBYaTOK MOKJIMBA TilOIIa3isg
S€YHNKIB. 3 OGOKY BW/IIIBbHOI CHCTEMU MOJKJIMBI
3HAXiKKM — IiAKOBOIOAIOHA HUPKA, IIPOTE PiIKO.

Y 6mu3bko 15-25% aireii i3 JIC TakoK BUHU-
Ka€ HeWpOoCeHCOpHA TIyXoTa. SIK mpaBmio, BOHA
JIIaTHOCTYETBCA B PaAHHBOMY JUTUHCTBi, IpoTe
MOKJIMBA 1 B IOPOCJIOMY Billi.

3 60Ky HEPBOBOI CHCTEMH XapAaKTEPHOIO € TilOTO-
Hisl HOBOHAPOJIKEHUX, IO TPU3BOIUTH /10 3aT-
PUMKH TICHXOMOTOPHOTO PO3BUTKY. Tpymanorti
B HaBYaHHI BUHHMKAOTH y Osm3bko 30% mireii,
a po3yMoOBa BiJICTANiCTb BUHUKAE BKpail PiJKoO.
Y miTeparypi onucani remaToJIOTIYHI yCKJIATHEH-
Hs, Taki SIK MI€JOAMCILIA3ig, TOCTpa Mi€IoifHa
JeiikeMist i meiipobiractroma [9].
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BucHoBku

Denorun JIC € HaA3BUYAWHO TETEPOTEHHUM
13 KJIIHIYHUMM O3HaKaMu, IO BapiloioTh BiJl He-
3Ha4HOi AucMopdii 00U i MHOKUHHUX JIEH-
TATO JIO TSKKOI (opmu TrineTpodiuHol Kapzio-
MioTaTii, po3yMOBOi Bi/ICTAJIOCTI Ta TJIYXOTH.
HagBuicTh MHOXKMHHUX JIEHTUTO JTA€ 3MOTY 3arli-
JIO3PUTHU CUHIIPOM 1 ITPOBECTU peTeJibHE KJiHIUHe
Ta TeHeTUYHEe 0OCTEKEHHSI.

BincyTHicTb JIEHTUTO B PaHHBOMY JUTUHCTBI
Ta CXOXKICTh KJIHIYHMUX O3HAK i3 CHUHIPOMOM
Hynana yTpyaHioe paHHIO [iarHOCTUKY CHUH-
JpOMYy.

Haiftyactimme y miteir i3 JIC miarHocTyeTbes
rineprpodiura kapaiomionaris, sika Mae OyTH Tri]|
peTeJbHUM KOHTPOJIEM KapjioJora st monepe-
JUKEHHS ParToBOl cepIieBOl CMEPTI.

Aemopu 3as61510mob nPo I0cyMuicmv KOHPIIK-
my inmepecis.

1. Gorlin RJ, Anderson RC, Moller JH. (1971). The Leopard (multiple
lentigines) syndrome revisited. Birth Defects Orig Artic Ser. 7 (4): 110-115.

2. Sarkozy A, Digilio MC, Dallapiccola B. (2008). Leopard syndrome.
Orphanet J Rare Dis. 3: 13.

3. Morteza Moatamedi A, Mohammad Derakhshan. (2019). Leopard syn-
drome: a case report and literature review. Clinical Medicine. 19 (3): s23.

4. Bentires-Alj M, Kontaridis MI, Neel BG (2006). Stops along the RAS
pathway in human genetic disease. Nat Med. 12: 283-285.
10.1038/nm0306-283.

5. Limongelli G, Pacileo G, Marino B, Digilio MC, Sarkozy A, Elliott P,
Versacci P, Calabro P, De Zorzi A, Di Salvo G, Syrris P, Patton M, McKenna
WJ, Dallapiccola B, Calabro R. (2007). Prevalence and clinical signifi-
cance of cardiovascular abnormalities in patients with the LEOPARD syn-
drome. Am J Cardiol. 100: 736-741. 10.1016/j.amjcard.2007.03.093.

6. Sarkozy A, Conti E, Digilio MC, Marino B, Morini E, Pacileo G, Wilson M,
Calabro R, Pizzuti A, Dallapiccola B (2004). Clinical and molecular analy-

sis of 30 patients with multiple lentigines LEOPARD syndrome. J Med
Genet. 41: €68-10.1136/jmg.2003.013466.

7. Limongelli G, Sarkozy A, Pacileo G, Calabro P, Digilio MC, Maddaloni V,

Gagliardi G, Di Salvo G, lacomino M, Marino B, Dallapiccola B, Calabro R
(2008). Genotype-phenotype analysis and natural history of left ventricu-
lar hypertrophy in LEOPARD syndrome. Am J Med Genet A. 46: 620-628.

8. Gorlin JR, Cohen MM, Levn LS: Leopard syndrome. Syndromes of the

head and neck. Edited by: Gorlin JR, Cohen MM, Levn LS. (1990). New
York: Oxford University Press: 461-464.

9. Ucar C, Calyskan U, Martini S, Heinritz W (2007). Acute myelomonocytic

leukemia in a boy with LEOPARD syndrome (PTPN11 gene mutation pos-
itive. J Pediatr Hematol Oncol. 28: 123-125.

10. Yu Nakagama, Ryo Inuzuka, Kayoko Ichimura, Munetoshi Hinata, Hiroki
Takehara, Norihiko Takedo. (2018). Accelarated Cardiomyocyte prolifer-
ation in the heart of a neonate with LEOPARD Syndrome-associated
Fatal Cardiomyopathy. Circulation: Heart Failure. 11: 1-3.

Binomocri npo aBTOpiB:

M A i A

— K.Me[L.H., aCUCTEHT Kad. NponeaeBTV KN neaiaTpii Ta MeanyHoi reHeTvkm Jbeiscbkoro HMY imeHi [. Fanuupbkoro.

Anpeca: M. JTbeig, Byn. M. JlnceHka, 31a; Ten. +38 (032) 260-01-88. https://orcid.org/0000-0003-3484-153X
Kypunsik Onbra BopuciBHa — k.mefi.H., o6nacHuii autsunii kapaionor, KHI JIOP IOAKJT OXMATAMT. Aopeca: M. Jlbig, Byn. Jiucewka, 31. https://orcid.org/0000-0002-0441-6236

CratTs Haginwna no pepakuii 03.07.2019 p.; npuitHaTa go apyky 18.11.2019 p.

98

ISSN: 2706-8757 YkpaiHcbkun xypHan MepuHatonoris i Megiatpis 4 (80) 2019



