Cunppom LEOPARD. Cnyyan penkoro HacnencTBeHHOro
3aboneBaHnsa B npakTUKe Bpaya-reHeTuka™

XnesHas J1.A., JIbiceHko T.B., Ma3ypuk H.B.

Pecny6nvkaHckuin cneunanmsavpoBaHHbIi LEHTP MEAVLIMHCKOWM FreHEeTUKN 1 NpeHaTanbHOW ANarHoCcTkM MUHMCTEPCTBA 34paBOOXPaHEHMs

[JoHeuko HapogHoit Pecny6nuku, r.JloHeuk, prenat16rc@mail.ru

PaccMoTpeH cnyyaii peokoro HacneacTtBeHHOro 3abonesanus cuHapom LEOPARD y npepnctaBuTenein YeThipex MoKONeHWit
CeMbM. ,D,VIaFHOS OblN NOCTaBMEH Mo COBOKYMHOCTU KITMHNYECKUX U d)eHOTI/II'IVI‘-IeCKVIX NPU3HaKOB, NOATBEPXAEeH MONIEKYNApPHO-reHe-

TU4ECKNMU MeTodamMu.
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Cunnpom LEOPARD (cuHapomM MHOXECTBEHHBIX JIEH-
turo, OMIM: 151100) (CJI) peaxoe HacienACTBEHHOE 3a00-
JieBaHue, MOMYJSLIMOHHAs YacToTa KOTOPOro HEM3BECTHa.
Bbin BbIENEH B CaMOCTOSITENIbHYIO HO30JIOTUYECKYIO €M~
Huiy Pobeptom T'opiamHom ¢ coaBropamu B 1969 romy [2].
Ha3zBaHue cuHapoma siBjsieTcst ab0peBUATYpOIi TJIaBHBIX €T0
KOMIOHEHTOB, COOTBETCTBYIOLIMX OCHOBHBIM (DeHOTUITHYE-
CKMM U KJIMHUYECKUM TIposiBIeHusIM: Lentigines — MHOXKe-
ctBeHHbie JieHTUTO; Electrocardiographic abnormalities —
aJIeKTpoKapanorpaduueckne Hapymenus; Ocular hyperte-
lorism — runepTenaopusM ria3; Pulmonary stenosis creHO3
JIerouHoil aprepuu; Abnormalities of genitalia — mopoku
pa3BUTHS TOJIOBBIX opraHoB; Retardition of growth — 3a-
nepxkka pocta; Deafness — Tyroyxocts [1]. 3aboneBanue
HacJeayeTcs o ayTOCOMHO-TOMUHAHTHOMY TUITY, XapaKTe-
pU3yeTCd BbICOKOM MEHETPAHTHOCTHIO M PA3JIMYHOU CTerne-
HbBIO DKCIIPECCUBHOCTU JaXe B Tpeeax OJHON CeMbH.

CJI. — reHeTMyeckW TreTeporeHHoe 3abosieBaHUeE.
V GosbirHCTBA 00bHBIX (10 90%) HAXOMAT MyTallMK TeHa
PTNPI1, noxanu3oBaHHOTO B cermeHTe 12q24.1, Komupyio-
mero 6emok Tupo3uH-pocdorasy SHS-2 [4, 5]. [Ipumeua-
TEJILHO TO, YTO NAHHBINM TeHHBII nedekT omucan y 40% na-
LIMEHTOB ¢ cuHapomMoMm HyHaH, OCHOBHbIE (heHOTUIIHYE-
CKUE M KIMHUYECKHE TTPOSIBICHUS KOTOPOTO TepeceKaloTcst
¢ CJI: cxomHble MieBbIe IM3MOPGUH, HU3KOPOCJIOCTh, Kap-
JIMOMATOJOTUsI, aHOMAJIMM TIOJIOBBIX OPraHOB U 3alepKKa
MOJIOBOTO Pa3BUTHS, HEHMPOCEHCOpPHAsT TYyroyxocth [3, 6].
B cBs13u ¢ aTM ObUT IpenioxkeH eine onuH cuHoHuM CJI —
cuHapoMm HyHan ¢ MmHOXecTBeHHBIM JieHTuro (CJI/CHMUJI).

C momenTa niepBoro onucanus CJI/CHMJI oo HacTosi-
IIET0O BpPeMEHW W3BECTHO JIMIIL O HEMHOIMM OoJee
100 6ompHBIX. [To3TOMY KasKablii HOBBI CIIydail 3TOTO pel-
KOTO HACJIeJICTBEHHOTO 3a00J1eBaHUS IPEACTABISIET ONpee-
JICHHBIM HayYHBIA MHTEpEC.

Hamu Oputa oGciemoBana OepemenHast K., 1988 roma
poxnenust. B PecryOnumkaHCKMA CrieLIMaTU3UPOBAHHBIIM

LIEHTP MEIWIIMHCKOW TeHETUKHM W TIPEeHATaTbHOM ITHUarHoc-
tuku (LleHTp) Oblna HampaBiaeHa BHepBbie B 23—24 Henenu
o6epeMeHHOCTH. bepeMeHHOCTh 2, Opak MOBTOPHBIN, B aHa-
MHe3e poxkIeHue pedeHKa ¢ MOPOKOM cepjlla — CTEeHO30M
JIETOYHOM apTepuu.

IIpu ocMoTpe GepeMeHHOIt Bpau-TeHEeTUK 00paThl BHU-
MaHMe Ha MHOXECTBeHHble IU(bYy3HbIE JEHTUTO TeM-
HO-KOPUYHEBOIO LIBETa AMaMeTpoM 1—5 MM Ha Jdlle, 1iee 1
TynoBuie. Kpome TOro, y >XeHIIMHBI MMeJach Jierkasl 3a-
JepXkKa POCTa, OPOUTAIIbHBII TMIIEPTEOPU3M, MTO3, LIUPO-
KU TUIOCKMiII HOC, TMOJIHbIE T'yObl, Clierka OTTOMbIPEHHbIE
yIIU, KOPOTKas 1iesi, aCHMMETPUYHbIE BLICTYMAIOIIME JIO-
naTtku, kudockoanos (puc. 1, 2). OtnenbHbIe Ooyiee CBET-
Jiple MATHA ObUIM OOHApPYXeHbI Ha JafnoHsX (puc. 3). U3 ru-
HEKOJIOTMYECKOT0 aHaMHe3a U3BECTHO O 3a/IepP>KKe TM0J0BO-
ro pa3BUTHsI — mensis ¢ 16 neT.

Puc. 1. bepemeHHast K.: MHOXECTBEHHbIE IEHTUIO; NNLLEBbIE AN3MOP-
dun: opbUTanbHBbIA rMNepTeNopram, NTo3, WUPOKMIA MAOCKMIA HOC, NoN-
Hble ry6bl, Crerka OTTOMbIPEHHBIE YLK, KOPOTKast LUes.

* CoTpynHUKM Pecry0GamKaHCKOro Crenuain3MpoBaHHOTO LEHTPa MEAMIIMHCKONM TeHETHMKW M IMpeHATaJIbHOM AMAarHOCTUKM OJiaromapsit
koJutekTuB Jabopatopun JJHK-guarHoctuku ®I'BHY «Menuko-reHeTUUeCKMit HayuHbIi 1IeHTp», Poccuiickas Menepaiiust, u TMUHO 3aBe-
JyIoLIero JlabopaTtopueii JOKTopa OMOJOrMYecKUX Hayk, mpodeccopa [lonskoBa Anekcanapa BiaaguMupoBuya 3a MOMOIIb B MPOBEACHUM

MOJIEKYJISIPHBIX MCclenoBaHui naiueHtam LleHtpa.
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BpauoM-TeHETMKOM OCMOTpeHa cecTpa OepeMeHHOMI
2001 rona poxneHust. OTMeUeHbl MHOXECTBEHHbIE JTIEHTUTO
Ha Jule, 1iee, TYJIOBUIIEe W JamoHsx. MimeeTcsi HU3KOpOC-
JocTh, u3MeHeHust K[ — HapylieHue cepaeuHoil TpoBo-
JUMOCTHU ¥ 3afiepKKa IOJIOBOTO Pa3BUTHSI.

[Ipu aHanM3e poJOCIOBHOI CTAaI0 U3BECTHO, YTO BhILlIE-
nepevyncieHHble PeHOTUMMYECKUe MPU3HAKU XapaKTePHBI U
1151 Opata 6epemeHHo K. (cectpa u Opat oT pa3HBIX OpakoB
HUX MaTepu), ee MaTepu, 00erX TeTOK (CecTpbl MaTepu) u Oa-
OYILIKM MO MaTepPUHCKOM JTUHUMU.

Kpome Toro, y 6pata uMeeTcst CTEHO3 JIETOUHOI apTepuun
(puc. 4).

ITo cOBOKYMHOCTM KIMHUYECKUX U (DEHOTUTTUUYECKUX
MpU3HaKOB ObLT TipenronoxeH auardos: CJI/CHMIJI. boiio
npoBeneHo uccienoBanue oopasnos JJHK kpoBu 6epemeH-
Hoit K. u ee cecTpbl METOIOM MPSIMOTO aBTOMAaTUYECKOTO
CEKBEHUPOBAHUSI KOAUPYIOIIEH MOCIeI0BaTeIbHOCTH 9K30-
HOB 7, 12 1 13 rena PTNPI1. B ax3o0He 7 y 00eux odcienye-
MBIX oOHapyxeHa WICHTUYHAs MyTauus
¢.836A>G(p.Tyr279Cys) B TIeTePO3UIOTHOM COCTOSIHUH.
Huarno3 CJI/CHMJI 6bu1 moATBEpKIEH MOJIEKYISIPHO-Te-
HETUYECKUM METOIOM.

Panee HaMu yrOMHUHAJIOCh, YTO BIEPBbIE OepeMeHHas
K. ob6parunack B LleHTp TONIBKO B 23—24 Henenu. [Tockonb-
KY CITEKTp TeHETUYECKMX 00CJIeIOBAaHUI B 3TOM CPOKE BECh-
Ma orpaHUYeH, OepeMeHHOI ObLIO BBIMIOJHEHO TOIbKO Y3 U
MJoAa C CUHAPOMOJOrMYeCKMM aHaau3oM. Ha MomeHT
0CMOTpa IpyObIX aHOMAJIUI Pa3BUTHS HE BBISIBJIEHO, OTHAKO
y IUIoga ObUIO OTMEYEHO YBEJIMYEeHHUEe IIeHHON CKIIagKH.
Hmenoch HapyllleHHEe KOJIMYECTBA OKOJIOILIOMHBIX BOX —
MHOTOBOJIHE.

BepeMeHHOCTD 3aBepiluiIach (PU3MOIOTMUECKUMU pola-
MM B cpoK. PeGeHOK, neBouka, pomuiach ¢ Maccoid 3250 r.
o 3 Mec. pa3BUBaeTCs COOTBETCTBEHHO BO3PACTY. YUacTKO-
BBIM BpauyoOM-TIeIUATPOM TIPH TJITAHOBOM OCMOTpE OBILITH OT-
MeueHbI 1yMbl B cepaue. B pesynsrare Y3U auarHoctupo-
BaH Cy0AOpTaIbHBII CTEHO3.

PeGenok ocMmoTpeH  BpauyoOM-TIeAUMATPOM-TEHETUKOM
B 3,5 mecsana. [lcuxodpusnueckoe pa3BUTHE COOTBETCTBYET
Bo3pacty. OTMeUYeH OpOUTANIbHBII TUIIEPTENOPU3M, KOPOT-
Kasi 1est ¢ M30BITOYHOI KOXeM, IIMPOKO paccTaBlIeHHbIE
cocku. IlurMeHTHBIE IISITHA OTCYTCTBYIOT. AHAJOTMYHBIE
MPU3HAKM XapaKTepHbl M JUIsl crapiiero cubca (Bo3pact
3,5 rona). Kpowme toro, y crapiieii 1eBOUKM OTMEUEHBI 1ITO3
U BBICTYMAIOIIME JIOMATKHU.

IIpyHuMass BO BHUMaHUE OCOOEHHOCTH (eHOoTHUIa
y HeTel W HaJIWYUE Y HUX CEPACYHOU MATOJOTUHU, BBI-
craBjieH kauHuveckuit nuarnos: CJI/CHMIJI. Orcytct-
BUE€ TMUTMEHTHBIX MsATeH (OAHOro M3 Haubojee 4yacto
BCTpeYaeMbIX MPU3HAKOB) Yy 00OMX OeTeii Ha MOMEHT
OCMOTpa MOXET OBbITh OOYCJIOBJIEHO BapuaOeIbHOCTHIO
KakK caMoro NMpu3HakKa — B OTAEIbHBIX CIIydasix 3ab60JieBa-
HUs OTMEUYEHO OTCYTCTBUE JIEHTUTO, TAK U BapuabesbHO-
CThIO Tepuoja MaHMbecTaluu MUTMEHTHBIX MSITeH —
BPOXXJICHHBIC U TOSBJISIONINECS B IETCTBE, BILIOTH 110 TT0-
JIOBOTO CO3pPEBaHUS.

Puc. 2. bepemeHHas K.: MHOXECTBEHHbIE IEHTUIO; U3MEHEHUS CO CTO-
POHbI CKeNeTa: aCMMETPUYHbBIE BbICTYNalOLLIME NonaTtku, Kndockonmos.

Puc. 3. BepemeHHas K., a — OTAe/bHbIE MMTMEHTHBIE NATHA HA JIALOHAX.

11,111,112,113, 113 (npobarym),ITT4,ITI5 - MHOXKECTBEHHEIE ICHTHTO

1111 - MHOKECTBeHHEIE IeHTHI'0, HapyIleHHe CepileTHOl IPORGIIMOCTH,
3a/IepHKKa ONOBOTO PA3BHTHA

1112 - MHOXECTBEHHEIE ICHTHT0, HNZKOPOCIIOCTE, CTEHO3 ICTOMHOM apTepuH

IV1 - cTeHOZ JeTOSHOMN apTepHy, CTHTMEI AU33MOpHOTEHE3a

IV2 - cyDaopTanbHEIH CTEHO3, CTHTMEI IH29M0pHOreHe3a

Puc. 4. PonocnoBHas 6epemenHoi K.
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The case of a rare hereditary disease in the practice of physician-geneticist

Khlevnaya L.A., Lisenko T.V., Mazurik N.V.
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There was considered the case of a rare hereditary disease of LEOPARD syndrome among representatives of four generations of
the family. The diagnosis was exhibited on a set of clinical and phenotypic characteristics, confirmed by molecular genetic methods.
Key words: multiple lentigines, pulmonary artery stenosis, short stature, gene PTNP11
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