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JNeonapa cuuapom (J1C) — ayTOCOMHO-A0MIHAHTHE 3aXBOPHOBAHHS, LU0 XapaKTePU3YETbC MHOXKUHHUMM IEHTUTO | NIAMAMM «KaBU 3 MOSIOKOM», MOPYLLEHHAMN
Ha enekTpokapgiorpami (EKI), o4Hum rinepTenopu3mom / 06CTPYKTUBHOKO KaphiomionaTieto, CTEHO30M fereHeBoi apTepii, NaTonorieto reHitaniii (y Yonosikis),
3aTPUMKOK POCTY Ta MyX0TO. HacToTa LUbOro CUHAPOMY He BifOMa, y nitepatypi onucaHo 6113bko 200 KNiHIYHUX BUNALKIB.

KniHiynuit Bunapok. HaBeaeHo KniHivHWA BUNagok Ais4uHkm i3 JIC, rocnitanisoBaHoi ao sigaineHHs KHI JIOP «JTbBiBcbka 06nacHa AuTaYa KniHivHa nikapHs
«OXMATIWT> 3i ckapramn Ha TPYAHOLLi B HaBYaHHI, MOPIBHAHO 3 OAHONITKAMW, LWBMAKY BTOMY, rOMOBHWIA 6iflb, 3aAMLLKY i NPUCKOPEHe CepLebuTTs nig 4ac
(Pi3MYHOr0 HaBAHTAXKEHHS.

Mig vac ornsgy BUSBNEHO CTaH CepefHbOi TsHXKKOCTI. LLKipa Ta cnu3oBi 06010HKM 611i0-POXEBI, FiNepTenopnuam 04ei, MHOXUHHE NirMEHTOBaHE NACTOBUHHSA,
noLMpeHe N0 BCbOMY Tifly, rineprigpo3 AonoHb. ®i3nyHuii PO3BUTOK HIKYMIA 3@ CEpeHii, LUCrapMOHIHMIA 3a 3pocToM. MepudhepnyHi nimcbatnyHi By3nu He
30iMbLLUEHI. Y NereHsix — Be3uKynsapHe ANXaHHS. XpUnu He BUCIYXOBYHOTbCS. AYCKYbTaTUBHO TOHW CepLs NPUTTYLLIEHi, PUTMIYHI, 4acTOTa CepLieBUX CKOPOYEHb —
90 yn./xB, iHTEHCUBHWIA (4/6) cucTonivHWiA Wym y 2—4-My Mipebep'i 3nia i Ha BepxisLi. ApTepianbHuit Tuck — 110/60 mm pt. cT. Tlig 4ac KOMMNEKCHOro
o6cTexeHHs EKI giarHocTOBaHO 03HaKK CMCTOMIYHOTO MepeHaBaHTAXEHHs Ta rinepTpodii NiBOro LWAYHOYKA, @ TAKOXK 03HAKW iLLeMmii 3aaHbOI i 6OKOBOI CTiHKM
NiBOrO LAYHOYKA.

Mig vac Exo-kappiorpathiqHoro 06CTEXEHHS iarHOCTOBAHO rinepTpodiyHy Kaphiomionartito, aCUMeTpuyHy, 06CTPYKTUBHY (hOpMY. I3 BHYTPIiLUIHbOCEPLEBUM
rpagieHTom — 66-106 mm pT. CT.

Ha koHcynbTauii y JIOP-nikaps giarHoCTOoBaHO ABOGIYHY CEHCOHeBpanbHy MPUryxyBaTicTb Il cTyneHs, 6inbli BupaxeHy 3niBa. KoHcynbTauis okynicta —
Vis 0D:0S=0,4:0,4. O4He gHO — 6e3 naTonorivyHmx 3miH. Kopekuis 3opy — (-3). JiarHo3 «3milannii acturmatinam, aménionis». Mig 4ac ornsgy B GUTA40ro
riHeKoora He BUSIBMEHO NATOMONi 3 6OKY reHiTanii.

[licns napakniHiYHUX 06CTEXEHb ANTUHY CKEPOBAHO HA KOHCYNbTALt0 FeHeTUKA i BCTAHOBNEHO KITiHIYHUIA AiarHo3 «JleonapA CUHAPOM, CUHAPOM MHOXMHHOMO
NEHTUr0>.

BucHoBku. ®eHotun JIC € Haf3BNYANHO reTEPOreHHIM i3 KNiHIYHMMI 03HaKaMmu, L0 BapitotoTb Bif HE3HAYHOI ANCMOPIi 061M44A | MHOXXUHHIX NEHTUrO A0
TSHKKOI chopmu rinepTpodiyHOi Kapaiomionartii, po3ymOBOi BiACTanocTi M rayXxoTu. HasBHICTb MHOXXUHHUX NIEHTUTO [ae 3MOry 3anifo3puTi CUHAPOM i BYaCHO
NPOBECTW PETeNbHE KMiHIYHE Ta FeHETUYHE 06CTEXEHHS.

BigcyTHiCTb NEHTUIO B paHHbOMY AUTUHCTBI Ta CXOXICTb KNiHIYHMX 03HAK i3 CUHAPOMOM HyHaHa YTPYAHIOE PaHHIO AiarHOCTMKY CUHAPOMY. HaivacTiwe B AiTeit
i3 J1C miarHocTyeTbCs rinepTpodivHa kapaiomionartis, ska Mae 6yTv Mif peTenbHUM KOHTPONEM Kapaionora Ans nonepeipkeHHs panToBoi CepLieBoi CMepTi.
ABTOpPM 3aBNAIOTb NPO BiACYTHICTb KOH(AIKTY iHTEPECIB.

Knioyosi cnosa: /leonapp CUHAPOM, NIEHTUTO, FinepTenopnam o4ei, rineptpodiiyHa kapgiomionaris, PTPN11 reH.
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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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ﬂeonapn CHUHApOM: MHOXECTBEHHbIA NEHTUrMHO3 U runeproq)uqecKaﬂ Kapauomuonatus. Cnvqaﬁ 13 NPaKTUKK
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'JIbBOBCKNI HALMOHANbHBIA MeSULMHCKNIA YyHUBEPCUTET UMeHM [annnna fanuukoro, YkpauHa

’KHM J1I0P «J1bBOBCKas 06nacTHas feTckas KnnHuyeckas 6onbHuLa «OXMATOET», YkpanHa

Neonapa cungpom (JIC) — ayTOCOMHO-AOMUHAHTHOE 3a60/1€BaHNE, XapaKTePU3YHOLLEECS MHOXECTBEHHbIMU NEHTUrO U MATHAMU «KODE C MOSOKOM>,
HapyLLeHNAMI Ha anekTpokapAuorpamme (3KI), rmasHbiM runepTenopn3mom / 06CTPYKTUBHOI KapanomuonaTtuei, CTEHO30M NEr04HOIA apTepuu, Natonoruei
FeHUTaNni (y MyX4uH), 3alepXXKO pOcTa 1 ryxoTol. 4acToTa AaHHOr0 CUHAPOMA HEU3BECTHA, B INTepaType 0nncaHo okono 200 KNMHUYECKNX Cy4aes.
Knunuyeckuii cnyyai. MNpeactaBned KAMHUYECKWA cnyyain Aesoyku ¢ J1G, rocnutannaupoBaHHoii B otaeneHne KHI JIOP «JlbBoBckasi o6nacTHas getckas
knuHuyeckas 6onbHuua «OXMATOET> ¢ xxano6amu Ha TpygHOCTW B 06y4eHMM, MO CPABHEHUIO CO CBEPCTHUKAMM, BbICTPYI0 YyTOMMIIEMOCTb, FONI0BHbIE 607K,
OAbILLKY 1 YHaLLeHHOe cepaLebnerne npu uanyeckorn Harpyske.

[lpn 0CMOTPE BbIABIEHO COCTOAHWE CpeaHen TsxecTn. Koxa W cnusuctble 0607104KM 6NIeIHO-PO30Bble, TMNEPTENOPU3M [Ma3, MHOXECTBEHHbIE
MATMEHTUPOBAHHbIE BECHYLUKM, PACMPOCTPAHEHHbIe MO BCeMy Teny, runeprugpo3 napoHeid. OU3MYECKOe PasBUTUE HUDKE CPeAHero, AUCrapMOHWYHOE
no pocty. Mepudepnyeckne NUMQaTU4eCKne y3ibl He YBeNu4eHbl. B nerkux — Be3nkynspHoe AblxaHue. Xpunbl He BbICAYLIMBAKOTCS. AYCKYNbTaTUBHO TOHbI
cepaua NpurnyLeHbl, pPUTMUYHbIE, YaCTOTa CEPAEYHbIX COKpaLeHuii — 90 ya./MUH, NHTEHCUBHBIN (4/6) cucTONMYECKNI WyM B 2—4-M MexXpebepbe cnesa u
Ha BepxyLLke. ApTepuanbHoe fasneHne — 110/60 mm. Bo Bpems komnnekcHoro o6cnefosanus, K AnarHocTMpoBaHbl MPU3HaKN CUCTONNYECKOI NeperpysKkn
11 TMNepTPOCHMM NEBOMO XENY[0oYKa, @ TAKXKe NPU3HAKN MLLEMUN 3aHEN 1 6OKOBOI CTEHKW NEBOrO Xenyaouka.

Mpu 3xo-kapamorpaduyeckom 06CNeA0BAHNN AMArHOCTUPOBAHA TMNEPTPOCIMYECKas KapauoMMonaTus, acuMMeTpuyeckas, 06CTPYKTMBHas dopma
C BHYTpUCEPAEYHbIM rpagneHTom — 66-106 Mm pT. CT.

Ha koHcynbtayun y JTOP-Bpaya AMarHoCTUPOBAHA ABYCTOPOHHSS CEHCOHEBpanbHas npurnyxosarocTb Il cTeneHun, 6onee BbipaXeHHas crnesa. KoHcynbTaums
okynucta — Vis 0D:0S=0,4:0,4. Mna3Hoe AHO — 6e3 natonoruii. Koppekuus 3peHus — (-3). [uarHo3 «CmeLuanHblil acTurmatinam, ambnnonus». Ha ocmotpe
y AeTCKOr0 MMHEeK0sora naTonorus co CTOPOHbI FeHUTanuii He 06HapyXXeHa.

lMocne npoBefeHHbIX NapakNNHUYECKUX 06CNeJ0BaHUA PeOEHOK HanpaBneH Ha KOHCYNbTaUWio FEHETWKA W YCTaHOBNEH KNUHUYECKUIA AnarHo3 «Jleonapa
CWUHAPOM, CUHAPOM MHOXECTBEHHOIO NEHTUI0».

BbiBogbl. ®eHotun J1C 4pe3BbIvaiiHO FeTepOreHHbIN, KNMHMYECKINE NPOSBEHIS BAPbUPYIOT OT HE3HAYUTENbHON AUCMOPUN INLA U MHOXXECTBEHHbIX IEHTUMO
[0 THKeNnon popmoil runepTpodUHeCcKoil KapAMOMMONaTIN, YMCTBEHHON OTCTANOCTL W FAYXOTbl. Hanuune MHOXECTBEHHBIX NEHTUIO NO3BONSAET 3aN0L03PUTh
CWUHAPOM W CBOEBPEMEHHO NMPOBECTY TLLATENbHOE KIMHUYECKOE U FeHETNYecKoe 06Cea0BaHNe.

OTCyTCTBME NEHTUIO B PaHHEM [JETCTBE U CXOACTBO KMMHUYECKNX NPOSIBAEHMI C CUHAPOMOM HyHaHa 3aTpyAHAET PaHHIOKO AUArHOCTUKY CUHAPOMA. Yatle Bcero
y peteit ¢ JIC gmarHocTupyetcs runepTpodomyeckas KapAuMomuonatus, KOTopas [LO/MKHA ObiTb NOA TLIATENbHLIM KOHTPOMEM Kapauonora ¢ Lembio

npesynpeXxxaeHns BHe3anHom cepaeyHon cMepTi. ABTOPbI 3aABNAKOT 06 OTCYTCTBUM KOH(DNKTA UHTEPECOB.
Knto4esble cnoa: Jleonapf CUHAPOM, NEHTUrO, TUNepTenopnuam rnas, runeptpoduyeckas kapanomuonatus, PTPN11 reH.

Bctyn

eottap/ cunapoM (JIC) — Bkpail pigkicHUi

JICI/IHZIPOM, 0 TIOEAHYE B €001 BPOIIKEHi
aHoMastii 00JIMYYst, MKIPU Ta CEPIEBO-CYAMHHOI
cucremu. Haspa <«Jleomapm» — 1e abpesiaTypa
OCHOBHMX I[1aTOJIOTii TIPU 1BOMY CHUHAPOMI:
L — lentigines (macroBunns), E — EKG distur-
bances (3minu Ha enekrpokapmaiorpami — (EKT)),
O — ocular hyperthellorysm (rimeprenopusm
oueit), P — pulmonary stenosis (cteHos JiereneBoi
aprepii), A — abnormal genitalia (marosorist remi-
tamiii), R — retardation of growth (3arpumka
pocty) ta D — deafness rayxora [1]. Takox
y JliTepaTypi 3rajlaHo iHIII Ha3BU 3aXBOPIOBAHHS,
TakKi K CMHJIPOM MHOKUHHOTO JIACTOBUHHS, Kap-
JIONIKiPHUI CUHIPOM 1 IIPOTPECUBHUIT KapAioMio-
MaTUYHUHN JIEHTUTIHO3S.

Jleonapj, CMHJPOM — ayTOCOMHO-/IOMiHAHTHE
3aXBOPIOBAHHS, 10 XapaKTePU3YEThCST MHOKUH-
HUMW JIEHTUTO 1 TJIAMAMHM <KaBU 3 MOJIOKOM»,
nopynierHsimu Ha EKT, ounum rineprenopusmom,/
O0OCTPYKTUBHOIO Kap/ioMiONaTi€ln, CTEHO30M
JIETEHEeBO1 apTepii, MaToJori€o reriTaiii (y 4oo-
BiKiB), 3aTPUMKOIO POCTy Ta TJayxoToio. ¥ 85%
BUINAJIKIB 1€ I'eTepO3UroTHA MyTallis, 1110 BUSB-
ngetbest 'y 7, 12 ta 13 ex3oni PTPN11 reHa,
a takox reHa RAF1 ta BRAF Yacrora 11poro cuH-
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JIPOMY HEBiZIOMa, y JITepaTypi omucaHo OJIMU3bKO
200 xriHIYHIX BUMAIKIB.

Jlremopdist 06MaYst BKIIIOYAE OYHUIN Tirepre-
JIOPU3M, TITO3 1 HU3BKOMOCAKEHI ByxXa. 3picT,
SK TPaBUJIO, — Y MexKax 25 mepieHTuis. 3 GOKy
CepleBO-CyJIMHHOI CUCTEMU HalyacTiie BUAB-
JIIEThCS TimepTpodiuHa KapjioMionaris 3 ypa-
JKEHHSM JIBOTO TIJIYHOYKA, TTOPYIIEHHIM PUTMY.
JleHTHro MOsKe OYTH BPOKEHUM, ajie HalqacTiiie
MPOSIBIISIETBCST 10 4—5-TO PiUuHOTO BiKYy, iX KiJb-
KiCTh 3HA4YHO 30iJBIIYETHCS [0 JOCATHEHHS
ny6Gepraraoro Biky. Koiiniuna aiarmocruka JIC
MOzke OyTH 3HAUHO YTPYAHEHOI, 0COOJIMBO B PaH-
HBbOMY IUTUHCTBI, /10 TIOSBU MHOKUHHOTO JICHTH-
ro, 1110, 3a3BUYaM, 3'IBJISETHCS 10 5-PIYHOTO BiKY.

Y 6susbko 15-25% miteii i3 JIC Takoxk BUHU-
Kae HelpoceHCOopHa TJyXoTa. K MmpaBuio, BOHA
JIIaTHOCTYETHCA B PAaHHBOMY JIUTUHCTBI, ITPOTE
MOKe BUHUKATH 1 B IOPOCJIOMY Billi.

®Denotun JIC € Han3BUYAWHO TreTepOreHHUM
i3 KJIIHIYHUMHA O3HAKaMM, IO BapilolOTh Bij He-
3HauyHOl aucMopdii 0O6aMYYd Ta MHOKUHHUX
JIEHTUTO JI0 TSKKOI (hopMU TinmepTpodiuHoi Kap-
Jiomiomnatii, po3yMOBOl BificTalOCTI ¥ IJIyXOTH.
HasBHICTD MHOKMHHUX JIEHTUTO JIA€ 3MOTY 3alli-
JIO3PUTU CUHPOM 1 TIPOBECTH peTebHe KJIHITHE
il reHeTHYHE 00CTEKEHHSI.
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KniniyHnin BMnapok

[o BijytizieHHst cCTapiioro AUTUHCTBA TOCTIiTai-
30BaHO [[IBUMHKY BIKOM 7 POKiB 31 cKapramu Ha
TPYZHOII B HaBYaHHI, TOPIBHAHO 3 OJHOJITKAMU,
IIBUIKY BTOMY, TOJIOBHUI OiJib, 3a/IUIIKY Ta MPH-
CKOpeHe cepreOuTTS 1/ yac (isuyHOro HaBaHTa-
JKEHHS.

3 aHaMHe3y BiZIOMO, 1110 IiBUMHKA HAPO/UJIA-
ca Bix 11 BariTHocTi, II mosoriB magxom kecape-
Boro po3tuny 3 Baroto 3500 T, 3poctom 51 cMm.
Hesnauno BigcraBasa y ¢hismaHOMY i ICUXOMO-
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Puce. 3. Enektpokapgiorpama, Bi,de):leHi-lﬂ-\h—Vﬁ (enesauis cermeH-
Ta ST Hag i3oniHieto, genpecis cermenTa ST, Big'eMHUI 3y6eLb T)

Puc. 4. TinepTpodis BEPXHbOi TPETUHUN MDKLLTYHOYKOBOI Nepero-
poaku. FinepTpodia NiBOro LUIyHO4Ka
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TOPHOMY PO3BUTKY. Y JMTUHCTBI XBOpija Ha
0OCTPYKTUBHMIT OPOHXIT, rocTpi pecripaTopHi
3aXBOPIOBaHHS, aHTiHy. 3i cJiB Marepi, y Billi
5 POKIB 3 IBMJIOCS JIACTOBUHHS Ha MIKIpi Ty1yHa
Ta KIiHIIIBOK, $IKE IOCTYIIOBO MOIIMPIOBATIOCS
nexpaini 6inpuie (puc. 1).

[Tiz yac orssry BUSIBJIEHO CTaH CepelHbOl TXK-
kocri. IIIkipa Ta cim30Bi 060J10HKHN OJIi10-POKEBI,
rimepresopu3M oueil, MHOKMHHE ITIrMEHTOBaHE
JIACTOBUHHSI, MOIIMPEHE 110 BCbOMY TiJly, Tilepri-
npo3 aoyoHb. MizuuyHuii PO3BUTOK HUIKUYMIA

Puc. 6. TpafieHT y BUXiAHOMY TPaKTi NiBOro LUTYHOYKA 86 MM pT. CT.
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3a cepejHil, JucrapMoHiiinuil 3a 3poctom. [lepu-
dbepuui giMmdarndni Bysan He 30ibIieHi. Y jere-
HIX — BE3UKYyJsApHe [AuXaHHdA. Xpunm He
BHUCJIYXOBYIOTbCS. AyCKyJbTaTUBHO TOHM CepIld
MPUTJYIIIeHI puTMiuHi, YacToTa ceprieBux cKopo-
yeHb — 90 yz1./xB, iHTeHCUBHUY 4/6 cucTOMIYHUN
myM y 2—4-my Mmikpebep'i 3iiBa i Ha BepXiBIIi.
Aprepianpauii Tuck — 110/60 mm pr. cr. JKusit
M'akuil, 6es3bosicHuil, nevyinka +1 cM HUKYe
pebepuoi ayru. CenesiHka He I1aJbIIyEThCS.
HabpsikiB HeMmae, ce4oBUIIIEHHST Bi/bHE, Iiype3
nocrarhiil. Ilig yac KOMILIEKCHOTO OOCTEeKEeHHH,
Ha EKI giarHocToBaHO 0O3HAKM CHUCTOJIIYHOTO
nepeHaBaHTaKeHH i TinepTpodil JiBOTO NITyHOU-
Ka 3 03HaKaMU imeMii 3agHbOI Ta OOKOBOI CTIHKK
JIiBOTO TIIyHOYKa (puc. 2—3).

[Tix wac Exo-kapmiorpadidyHoro obGCTeKeHHS
JIIarHOCTOBAHO TinepTpodito JiBOro NLIYHOYKA,
BUPAKEHY aCUMETPUYHY TinepTpodito BepXHbOI
TPETUHU MIiXKIIJIYHOUYKOBOI MEPEropojiku —
0,9-2,1 cm (mopma — 0,7 cm), (puc. 4).

3a/iHg CTiHKa JIBOTO MIJyHOYKA 0,9 cm
(mopma — 0,7 cm). JliBuii muryHOUOK — 4,2 CM.
JliBe mepencepast — 2,8 cMm. [ledexTn meperopoiok
He BuUgBJeHi. AopTa BuUcXinHa 2,2 cMm, ayra —
2,0 cm. Husxigna — 1,8 cm. Kianan — 6e3 naTtouio-
rivHux 3miH. I'pajlieHT TUCKY y BUXiZIHOMY TPaKTi
JIIBOTO NIIJTyHOUKA 3pocTae y auHaMiii 68—106 mm
pT. ct. Jlerenesa aprepist — 2,5 cm. BigyasizoBano
QHOMAJTIT0 XOPAATBHOTO anapaTy CTYJIOK MiTpasib-
HOTO KJIaltlaHa: BKOPOYEeHi XOPAM 3aIHHOI MiTpaJib-
HOI CTYJIKH Ta 0OMEKEHO PyXOoMa 3a/[Hs1 MiTpajibHa
CTYJKa, TIOMIPHUU CTEHO3 1 HEIOCTaTHICTh
MITPAJIBHOTO KJalaHa, PEECTPYEThCA (eHoMeH
SAM i perypritaitis Ha MiTpaJbHOMY KJarmaHi 2+
(puc. 5). Koponapui aprepii BiZxoasTh THIIOBO,
IIPOKCHMaJIbHa YacTHHA JIiBOI KOPOHAPHOI apTepii
JUJISITOBAHA 110 4,5 MM.

DyHKIlist a0PTAJIBHOTO, JIEFEHEBOTO i TPUKYCITi-
MATBHOTO KJIallaHiB He opyiieHa. CKOpOTIUBICTh
Miokapaa m00pa, ¢dpakimis Bukugy — 66—68%.
BucnoBox: rineprpodiuna kapziomiornarisi, acu-
MeTpr4Ha, OOCTPYKTHBHA (opma. BHyTpilrHbo-
ceprieBuii TpajgieHT — 66—106 MM pr. cT. (puc. 6).

[lng monepemkeHHsT BUHUKHEHHS JKUTTEBO
3arpo3JIMBUX apuUTMill IMTUHI TPU3HAYEHO aTEHO-
7071y 1031 1 Mr/Kr 2 pasu Ha 100y i CriocTepesKeH-
Hs B Kapgiosiora 1 pa3 Ha pik.

Ha xoncyspranii 8 JIOP-mikapa piarHocToBa-
HO JIBOOIYHY CEHCOHEBPAJIbHY IPUTIYXYBATICTH
IT crymens, Ginbin BupaskeHy 3JiBa. BorHwuiiesa
[ATOJIOTIs 3 GOKY IEeHTPaJbHOI HEPBOBOI CUCTEMMU
He BusABIeHa. Koncysbrailisg okymicra — Vis
OD:0S=0,4:0,4. Oune gHO — 6€3 TATOJOTIYHUX 3MiH.
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Kopexkiiiga 3opy — (-3). liarmo3z — 3wmimanuii
acturmaTusM, amOsiomniga. Ha ormsaai B auTdadoro
TiHEKOJI0Ta TATOJI0Ti1 3 GOKY TeHiTasIiil He BUSIBJIEHO.

[Ticsist mapaksiHigHIX 00CTEKEHD IUTHHY CKe-
POBAHO Ha KOHCYJIbTAIlil0 TeHETUKA Ta BCTAHOBJIE-
HO KJIHIYHUH miarHo3 «Jleomapa CUHAPOM — CHH-
JIPOM MHOKMHHUX JIEHTUTO>.

OOroBopeHHs

Jleonapj, CMHIPOM — PiJIKiCHE ayTOCOMHO-/10-
MiHaHTHE 3aXBOPIOBAHHS, SIKE € aJleJIbHUM BapiaH-
toMm cunapomy Hymnana, y 85% Bunajkis ie rere-
PO3WUTOTHA MYTaIlisl, 10 BUABJALIETbCI y 7, 12 Ta
13 exsoni PTPN11 rena, a takoxx rema RAF1 i
BRAEFE Tenernyni mociipkeHHs MyTallii poBO-
JSIThCSI B KPOBi, BillkaX XOPiOHY Ta B aMHIOTUYHIN
pinuni. JIC kririgro cxoxxuii Ha cuaapom HyHana
i meitpodibpomaros 1-ro tumy. JIC € ayrocomHo-
JIOMIHAaHTHUM 3aXBOPIOBAHHSM i3 IIOBHOIO IeHe-
Tpalli€ro i BapiabeJbHOIO eKCIIPECUBHICTIO. SIKIIO
yPasKeHUN o/inH i3 6aTbKiB, TO icHye 50-BiICOTKO-
Ba IMOBIPHICTb BUHUKHEHHS 11bOTO 3aXBOPIOBAHHST
B miteir. JIC mae OyTu 3amifo3peHNM y IiTel,
Y SIKMX MPEHATAJIbHO JIIarHOCTOBAHO TirepTpodiy-
Hy Kapziomiomariio. ¥ TakoMy pasi HeoOXiZHO
nposoautu JTHK-Tecr.

Ynepme meit cungpom ommcano y 1936 p.
Zeisler Ta Becker, siki BusiBuin y 24-pianoi :xinku
MHOKUHHE JIACTOBUHHS, KiJIbKICTh SIKOTO TIPOTpe-
CWBHO 301JIbIITyBaJIaCs Bi/l HAPOKEHHSI /10 TyOep-
TaTHOTO BiKY, KMJIETIOAIOHY IPYIHY KJITKY, Tiftep-
TeJIOPU3M OuYel, MPOTrHaTii0 Ta MPEeJCTABUIU el
KJTIHIYHUM BUTIQJIOK HA 3'13/1i AMEPUKAHCHKOI aco-
mianii gepmaroioris [2, 3]. YV 1966 p. Walther Ta
IHTITI HAYKOBIII OMMUCAJIN POANHY i3 TTOPYIIEHHIMM
na EKI, cucrtomiynum mymMoMm i JIEHTUTIHO30M.
Y 1968 p. Matthews omwcaB JIeHTUTO 1 TIOPYIIIEH-
us Ha EKT. Yepes kinbka pecsatkis pokis Gorlin
Ta iHIITi aBTOPU TIePEerJITHYIU 1110 TTATOJIOTII0 1 TPU-
AyMaau akpoHiMm <«Jleomaps CcuHAPOM», SKUUN
BJKe BiZJOOpaka€ 3HAYHO IIUPIIE MOHSTTS 3aXBO-
pioBanus [1]. ¥ 1975 p. Voron Ta i HayKoBIti
MPEe3eHTYBAIU CTATTIO, Y SIKIM TIPe/ICTaBUIIN Jliar-
HOCTUYHI KPUTEPil CUHJAPOMY Ta HArOJOCHUJIU
Ha JIy’Ke PI3HOMaHITHIN KJiHIYHIN KapTUHi CUH-
JPOMY.

Yacrora ta mommupenicts JIC He Bimoma [1].
Y giteparypi ommcano 6m3bko 200 KIiHIYHIX
punazikiB JIC. ¥ tpymi Tak 3BaHUX HEHPO-Kap/Iio-
JUIEBO-MKIpHUX cuaApomiB, JIC € apyrum
HaifyacTimumM micas cungpomy Hynana [4].
JIC ay»e 4acTo IpoIycKaiTh abo AiarHOCTYIOTh
HEMPaBUIbHO, OCKIJIBKY KJIIHITHI 0O3HAKW MOXKYTH
OyTH HE3HAYHO BUPAKEHUMIL.
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Kniniuno HaMO6iIbIl XapaKTepPHOI O3HAKOIO
cungpomy € jienturo [1]. XapaktepHumu € 3MiHU
3 60Ky 00J11M4ust, BOHO JUCMOP(dIUHe i CyTTEBO 3Mi-
HIOETHCS 3 BikOM. [luemopdist obuyadst € mMeHtr
BUPAKEHOIO TIPU HAPOJIPKEHHI Ta y TPYIHOMY Billi.
lineprenopusm oueil, K MPaBUJIO, BUSBJISETHCS
B yCiX HEMOBJIAT, a TJIOCKe TlepeHicced i AuemMopdis
ByX — y 87% nireii. [ITo3 moBik, HU3bKO TTOCAKE-
Hi, BEJINKI ByXa Ta MTEPUTIyM IIUI 3yCTPIYAIOTHCI
3 MeHI010 4acToTolo (37%) [2]. 3minu 3 60Ky cep-
[[EBO-CYJIMHHOI CUCTEMU BiIMIYaIOThCS Y GJIU3BKO
70% mnartientis [J].

Haiibinpm xapakrepuumu € 3minn Ha EKT.
Biaxunenns esekTpuuHoi oci cepiid BJIiBO, PO3Ta-
nryBaHHs oci y aiamazoni -60 ta —120 rpamycis.
Il o3Haka He 3aBXKAU HasiBHA, iHOAI MOKe OyTH
€/IMHOI0 KJIIHIYHOIO O3HAKOI0, BiJITAK CJYTyE
BUKJIMBOIO KJIIHIYHOIO ITi/[KA3KOIO.

Y 2007 p. itamiiiceki Haykosii Limongelli
Ta iHIII aBTOPU OMyOJIiKyBaJIM BJIACHE IOCiIKEH-
Hs, B IKOMY BCTaHOBUJIH, 1110 ntopymienns: Ha EKT
BUHUKAIOTH Y 75% MaIli€HTiB, BKIIOYAI0YN O3HAKHI
rinmeprpodii JiBOro 4m 060X MUTYHOUKIB, y 46%
YacTO acoIiooThes i3 q-xBusimu (19%), momos-
xenum intepsaniom QTc (23%) i mopyuieHHsIMU
npotieciB penossipusartii (42%) [5]. I[opyrents
NpoBigHOCTI AiarHOCTyIOThCST Yy 23%, a 3MiHU
3yous P — y 19% martienTis.

Y nocrijzkeHHSIX TONEpe/iHiX POKiB BKa3aHo,
[0 HaWYacTiNIo0 CEPIEBOI0 aHOMAJIEI0 B JiTEl
i3 JIC € crenos jierereBoi aprepii 3 abo 6e3 juc-
I1a3ii KiaamaHa. AJje, 3a OCTAHHIMU TOCIIKEeHHSI-
Mu, 11 1udpa € 3aauno Hskdoo — 10-20%. Tine-
TpodiuHa KapaioMionaTiss € Hal9acTiloo aHOMa-
JI€I0, MO CTAHOBUTH 3arpo3y JKUTTIO TAIiEHTa
i3 JIC. Ak mpaBumyio, BoHa € acCUMETPUYHOIO
i3 3ajisiHuM JIiBUM HULIyHOUKOM Yy Maiixke 80%
BUIIA/IKIB Ta aCOI[IOETHCS 31 BHAUHOIO 0OCTPYKIIIEIO
BUXIZIHOTO TPAKTY JIiBOTO MIJIyHOUKA. |5, 6]. ¥ site-
paTypi ommcaHO JeTajbHI HACHIIKA B TAIIEHTIB
i3 JIC Ta rineprpodiunoro kapiomionatiero [7].

Kapmiomionarist Moske 6yT BPOJKEHOIO, ajie
KJIIHIYHO MaHi(hecTy€e BKe B M3HOMY JTUTUHCTBI.
PosButox kapaiomionarii, K MPaBUJIO, MePerye
BUHUKHEHHIO MHOXWUHHOTO JIEHTUTO, aje Tirep-
Tpodid CTIHKM MioKap/la MOKe ITIpOorpecyBaTh
rapajieJibHO 3 MOro BUHUKHEHHSIM. Y JiTepaTypi
OTTMCAHO KiJIbKA KJIIHIYHUX BUIAJKIB ITPOrPECYIO-
4yoi Kapjiomiomnarii, sSKa CHPUYMHHJIA CMEPTH
MPOTATOM IEPIIOTo MicAIls KUATTA. MOHCHKI HAy-
koBiti B xxypHasi Circulation y 2018 p. omy6aiky-
BalM CTATTIO, y SKilA 3pOoOMINM BUCHOBOK IIPO
TMPUTIBU/IIEHY Tposidepariiio KapAioMiONNUTiB
Miokap/ia HoBOHapoJkeHoro i3 JIC micag ricro-
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JIOTIYHOTO JOCHiKeHHsT Miokapzaa. Jlocaignukm
NpoBeJnd  IMYHOTiCTOXIMiUHE  JOCJI[PKEHHHI
HYKJIEADHOTO TIPOTEIHY, MapKepa KJITHHHOI TIPo-
micpeparii Ki-67 (MIB-1), kisbKicTh SKOT0 3HAUHO
migBumena B miteit i3 JIC [10].

Takoxx onmucaHo BUMAAKUA MPOJATCY MIiTPab-
HOTO KJIATlaHa, PO3IIEIIEHHs CTYJIOK abo #oro
iHmi MopdoJioriuai anoMasii y 6iausbko y 42%
marienTiB 13 JIC. Menmr gacto JIC acomioersest
i3 medekTamMu MixKIIepeCepIHOl 1 MisKIIIITYHOIKO-
BOI ITeperopojIoK, aHOMAJTISIMI KOPOHAPHUX apTe-
piii, aHEBPU3MOIO BEPXiBKM i HEKOMITAKTHUM MiO-
Kap/IOM, MHOKUHHUMU JlepeKTaMy 11eperopojiky,
130JIbOBAaHUM PO3IIMPEHHSAM JIiBOTO ILJIYHOYKA
i pibpoemacrozom [5].

3 6OKy HIKipK XapaKTepHe MHOKIHHE JIEHTUTO,
dKe 1 € BU3HaJaJIbHOI0 KJIIHIYHOIO o3Hakow JIC,
4acTO BOHO MOJKe He BUSIBJISTUCS Y IPY/IHOMY Billi.
JlenTnro xapakTepusyioTbCs IJIOCKUMHU, YOPHO-
KOPUYHEBUMHU MakKyJaMu, po3Mipom 1-2 mwm,
HOIIMPEHUMU TTEPEBAKHO Ha OOJIMYYi, 1ITHI, BEPX-
HiiT yacTuHi TyayOa, siKi He ypakylTh CJIU30BI
060JIOHKU. Y Oi/IBIIOCTI BUMAAKIB JIEHTUTO 3'SIB-
JISIETHCST BiKe Y Billi 4—5 POKiB, a iX KiJIbKiCTh 3HAY-
HO 30UIBINYETHCST [I0 JOCSTHEHHS TTyOepTaTHOTO
BiKY, 1110 CIIOCTePirajocd i B HAIIOI MAI[iEHTKH.

ITogBa nenTuro He 1OB'd3aHa i3 BIJIMBOM
COHSIYHUX ITPOMEHIB, 1110 Bi/Ipi3HsiE HOTO BiJ| Bec-
HaHOK. IIpu TicTonorivHOMY J0Ci/IPKEHH] JIEHTU-
TO XapaKTEePU3YEThCS HAKOMUYEHHSM IMITMEHTY
B JIepMici Ta y rInOIvX mapax JepMu i3 36ibiie-
HOIO KiJIBKICTIO MEJIAHOIUTIB Ha OJUHUINIO TIJIOIIL
mkipu. Takox XapakTepHUMH € TUJISIMU <KaBU
3 MOJIOKOM>», 1[I0 BUHUKAIOTH Y OJIM3HKO MOJOBUHM
Nali€HTIB Ta NOMIOHI 0 TUX, 1110 BU3HAYAIOTHCS
npu HelipodibpomaTosi I Tuimy, i BUTISAAIOTH
3HAYHO TEMHINTUMH Y YOPHONIKIPUX MAITIEHTIB [6].
I[i trstMu MOKYTh OYTH BPOKEHUME 1 BUSBJISI-
I0TbCS, K MpPaBUJIO, Ha [IOJOHSAX, MilONIBAX,
06/1n4yi, MKipi TOJOBKM Ta 30BHILIHIX TeHiTalisgX.
Y nesgxux marieHTiB TaKOK BU3HAYAKOTHCS JIiJISTH-
KU TIMOIIrMeHTallii Ha IIKipi.

Diznunnii po3suTok giteit i3 JIC, sk npasuiio,
HIDKYMIT 32 cepefiniil — y 25 % aiteil crocrepira-
€TbCA 3aTpPUMKa pocTy (HUXKYe 3 TepleHTHsIs
3a 3pocToM) [8]. Asre Bara ipu HAPOJKEHHI € HOP-
MaJIbHOIO a0 BUIIOIO 32 CEPEIHIO Y TPETHHU JiTeit
i3 JIC [9].

[lnga JIC xapakTepHUMU € aHOMaJlii CKeJIeTy.
ITiz yac orJisiy BUSIBJISIETHCS MIMPOKA KUJIETIOMI0-
Ha abo 3amaja IpyaHa KJIiTka — OJM3bKO Y 75%
HOBOHapOKeHuX. [IporHaTid HUKHBOI TIesend,
CKOJII03, TinmepMoOiIbHICTh CYTJIO0IB AiarHOCTY-
10Thest pinko [8]. XapakrepHumu € 3MiHU 3 GOKY
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cedyocTtareBoi cuctemMu. J[BOCTOPOHHIiNI KpWHII-
TOpPXi3M BHMHMKA€ y O0Jm3bko 50% XJIONMYHUKIB,
YacTO J/IaTHOCTYETLCS TIiMOCTaid Ta Tiloriasisg
renitaniii. CrateBe p03piBaHHS BifOyBa€ThCs
i3 3aTPUMKOIO, Y IIBYATOK MOKJIWBA TilOIIA3isd
S€YHNKIB. 3 OOKY BUILJIBHOI CHCTEMHU MOKJINBI
3HAXiJKU — MiKOBOIOAIOHA HUPKA, IIPOTE PiIKO.

Y 6susbko 15-25% aireii i3 JIC Tako BUHU-
Kae HellpoceHcopHa ruayxoTta. SIK npasBujio, BOHa
JIIarHOCTYETbCSI B PAaHHbOMY JIUTUHCTBI, MPOTE
MOXKJIMBA 1 B I0POCJIOMY Billi.

3 OOKY HEPBOBOI CUCTEMU XapPaKTEPHOIO € Ti0TO-
Hisl HOBOHApOJ/IKEHWX, M0 TPU3BOJIUTH JIO 3aT-
PUMKM TICUXOMOTOPHOTO PO3BUTKY. TpyaHoIi
B HaBYaHHI BMHMKaOTh y Oiusbko 30% mitei,
a po3yMOBa BIJICTATICTh BUHWUKAE BKpail PiaKo.
Y nitepatypi onucani reMaTOJIOTIUHI YCKJIAHEH-
HsI, Taki K Mi€JOAUCIIIa3is, TocTpa Mi€ToigHa
JieiikeMist i Helipobactoma [9].
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BucHoBku

Denorun JIC € Han3BUYAHO TeTEPOreHHUM
i3 KJIIHIYHUMM O3HAKaMHU, 10 BapilolOTh Bij He-
3Ha4HOI AucMopdil 06Mddst i MHOKUHHUX JI€H-
TUTO 70 TSKKOI (popmu rimerpodiuyHoi Kapiio-
MiomaTii, PO3yMOBOi BIJICTAJOCTI Ta TJIYXOTH.
HasBHicTh MHOKMHHUX JIEHTUTO JIa€ 3MOTY 3alli-
JIO3PUTH CUHJIPOM 1 TTPOBECTU peTesbHe KJiHIuHe
Ta TeHeTHYHE 0OCTEKEHHS.

BiscyTHicTb JIEeHTUTO B PAaHHBOMY JUTUHCTBI
Ta CXOXICTh KJIHIYHUX O3HAK 13 CUHAPOMOM
Hynana yTpyaHIOE paHHIO JiaTHOCTUKY CHWH-
JIPOMY.

Hattuacrime y giteii i3 JIC mgiarHocTyeThes
rineprpodiuna KapaiomionarTisi, ska Ma€ OyTH i
peTesbHUM KOHTPOJIEM Kap/ioJiora JJisl Iolepe-
JUKEHHS paliTOBOI CEPIIEBOI CMEPTI.

Aemopu 3asensomo npo ei0cymuicms KOHQIIK-
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.

Bimomocrti npo aBTopiB:

M a AnapiaHa A

— K.Mefl.H., acuCTeHT kad. nponeaeBTVKN neajaTpii Ta MeanyHoi reHeTuku Jibeiscbkoro HMY imeHi [1. lanuubkoro.

Anpeca: m. JIbiB, Byn. M. Jlucerka, 31a; Ten. +38 (032) 260-01-88. https://orcid.org/0000-0003-3484-153X
Kypunsik Onbra BopuciBHa — k.mea.H., 06nachnii autaunii kapgionor, KHIM JIOP NOAKT OXMATAWUT. Aopeca: M. J1bgis, Byn. Jlncewka, 31. https://orcid.org/0000-0002-0441-6236

CrartTs Hagjiwna ao pepakuii 03.07.2019 p.; npuitHata no apyky 18.11.2019 p.

98

ISSN: 2706-8757 YKpaTHCbKuin XypHan MepwvHatonoria i Megiatpia 4 (80) 2019



