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CUHOPOM LIEJIbBETEPA Y MALUEHTA
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BBegeHue. [epoKCMCOMHble 6ONE3HN — 3TO rpynmna reHeTUYecKkn reTeporeHHbIX HacleACTBEHHbIX 3aboneBa-
HWI, CBA3aHHBIX C HapyLleHeM broreHesa n metabonunsma nepokcrcom [1].

BblaenaiT HECKONbKO KINNHNYECKNX GeHOTUMNOB, KOTOPbIE OMUCbIBANINCh B PaHHUX NYBANKaLUAX Kak OTAENbHbIE
Ho3onoruu: cuHapom Llenbeerepa (Taxkenaa ¢opma), HeoHaTanbHasA agpeHoNenKoaNCTPodua (MPoMeXKyToUHas) 1
6one3Hb Pedcyma (nerkasn). B HacTosLlee Bpemsa BCe OHM pacCMaTpUBAOTCA B paMKaxX eAUHOro CrnekTpa. ITmonoru-
YyecKol NPUYMHON YKa3aHHbIX 3a00neBaHUN ABAATCSA NAaTOreHHble MyTauun B reHax PEXT- 6, PEX10, PEX1183, PEX12-
14, PEX16, PEX19 n PEX26. U3 HUx myTaumu B PEXT cocTtaBnaAloT o 70% Bcex CilyyaeB, ONUCAHHBIX NP TAXKenon popme
(cuHppome LenbBerepa) [2]. B rpynny nepokcnMcoMHbIX 3ab0neBaHNi TakKe BKIOYEHa ToUYeYHasa pru3omennyeckas
xoHapoamcnnasua 1 Tuna, KoTopasa KIMHUYECKN 3Ha4YMMO OTnnYaeTca oT cnekTpa LenbBerepa. OHa cBAizaHa ¢ MyTa-
umAMU B reHe PEX7 1 npoABnAeTCA CUCTEMHOW CKeNleTHOM aucnnasuen [2].

CuHppom LlenbBerepa — 3To Hanbosee pacnpoCcTpaHEHHOE NePOKCMCOMHOE 3abosieBaHe C ayTOCOMHO-peLiec-
CUBHbIM TUMOM HacnefoBaHUA 1 AebloToM B MnajeH4YeckoM BospacTe. Bctpeuaetca ¢ yactotor 1 Ha 50 000 »KuBo-
poXxAeHHbIX [2]. K TUMMYHBbIM KNMHMYECKUM NPOABJIEHMAM CUHAPOMA OTHOCAT XapaKTepHble YepernHo-nnueBble gnc-
Mopodurm, AndPY3HYIO MbILLIEUYHYIO TMMOTOHMIO, CYyAOPOrY, HAPYLUEHUs CJyXa U 3PEHNA, MOPAXKEHVE MEeYEHN 1 MOYEK,
KOpTMKanbHble ancnnasnn. Henposusyanusauma nMeeT BaKHOE KIUHWYECKOE 3HauyeHne B AUArHOCTUKE JAHHOMO
3aboneBaHuA, 0COBEHHO B TEX CNTyyanX, KOrAa HeT YeTKO Bblpa)KeHHON cuMmnTomaTtuku [3].

Lienb nccnegoBaHuA. YCTaHOBUTb NPUUNHY 3a605eBaHNA y pebeHKa C CYAOPOXKHbIM CUHAPOMOM 1 3aie PXKKOW
pa3BUTUA, ONPEAENUTb PUCK POXKAEHNA MOTOMCTBA C AAHHOW NaTONOTNEN.

MaTtepumanbi u metopabl. [MpobaHg — mManbuuvk B Bo3pacTe 3,5 mecaueB. OueHKa Gpr3nmyeckoro pa3sutua pedbeH-
Ka npoBefeHa c ucnonb3oBaHuem nporpammbl <« WHO-Anthro», MPT ronoBHoro mo3sra — Ha annaparte «Ungenia 1.5T»
komnaHum «Philips Medical Systems». YpoBHM aMUHOKMCNOT, auuIKapHUTUHOB ONPeAensaInCh U3 CyXux nNATeH Kpo-
B/ MeTOAOM TaHAeMHon Macc-cnekTpomeTpun (TMC). MonekynAapHoO-reHeTuyYecKoe nccnegoBaHune reHomHon HK
npo6aHaa, noslyyeHHom u3 06pasuLoB 6yKKasbHOro 3NUTENMA, BbIMOJIHEHO C UCNOJsIb30BaHMeM naHenu TruSight One
Sequencing Panel (lllumina Inc., USA), pe3synbTatbl BepuduumnpoBaHbl cekBeHMpoBaHuem no CaHrepy.

PesynbTaThbl. /13 aHaMHe3a M3BECTHO, UTO MasibuMKk — MepBblll Pe6EHOK B CemMbe, OT NepBoil 6epeMeHHOCTH.
Poontenn — 300poBbl, He UCKITIOYAIOT KPOBHOIO poAcTBa. B 33 Hepgenuw rectauum no AaHHbIM npeHaTtanbHoro Y3y
nnofa AMarHoCTMpPoOBaHa BEHTPUKYynomMeranma. PebeHoK poannca B cpoke 42 Hefenu rectay NyTem SKCTPEHHOTo
KecapeBo ceueHus (bpagrkapama y nnoga), ¢ maccoin 3190,0 rp (46,3 pc), anuHoi Tena — 50,0 cm (67,0 pc), OKPY»KHO-
CTbt0 ronoBbl — 33 cM (22,9 pc) 1 oueHKoM no wkane Anrap 8/7. B nepBble CyTKM XK13HU y pebeHKa pa3Buica npuctyn
KNOHUKO-TOHUYeCKnx cypopor. C poxaeHna y Manbunka OTMeYanach 3afiepkka Ncuxo-MoTOPHOro pasBuTUA, Tpya-
HOCTU BCKapM/IMBaHUA 3a cyeT 6ynbbapHbIX HapYLLUEHWUA.

MepBUYHbLI OCMOTP pebeHKa BpayoM-reHeTUKOM NpoBefeH B Bo3pacTe 3,5 mecAueB. Ha MOMeHT ocMoTpa Macca
coctasnsna 4770,0 rp (2,5 pc), anvHa Tena — 60,0 cm (35,3 pc), okpyxkHOCTb ronosbl — 40,0 cm (50,2 pc). Habnoga-
JINCb YepenHo-NrLEeBble AUCMOPGUM: BBICOKUN BbICTYNAOWUNA 106, 601bLION poaHNYOK 4,5 X 5,0 M, WnpokKas no-
CKas nepeHocuLa, rmnepTenopn3M, annMKaHT, BbICOKOe Hebo, MMKporeHusa. Onpenenannuch BblpakeHHaa reHepanu-
30BaHHaA MbllleYHasA rMNOTOHMA, NPOABAIOLWAACA «MO30M NArYLWKNU» NPU OCMOTPE, OTCYTCTBMEM MOTOPHbIX HaBbI-
KOB 1 3afilepKa Ncuxo-peyeBoro pa3sutna. CKpMHMHIOBbIA TECT HA HAaPYLEHNA CyXa (0ToaKyCTMYecKkasa SMUCCKA)
He npowgeH. Mpu odTanbMoNorMyeckoM 0CMOTPE YCTAaHOBJIEHA BPOXKAEHHAsA TMNepTpodusi MUrMeHTHOroO ANUTENNS
ceTyaTKum.
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Ha 33l 3a¢mKcnpoBaHa BbICOKOAMMANTYAHAA MUK-BOJIHOBAA akKTUBHOCTb. o gaHHbIM MPT ronoBHoro mosra
yCTaHOBJEHa NlaMUHapHasa (MMHenHanA) retepotTonua 6ONbLUMX NONYLWAPUIA, MPOABAAOLWAACA CUMITOMOM «ABOVHOM
KOpbl», 1 OTCYTCTBME BU3yanu3aLuy Basivika MO30JINCTOro Tena. B Groxnmmnyeckom aHanuse KpoBy 0TMeYanoch no-
BbllLEHME YPOBHeN TpaHcaMnHas. o pesynbratam TMC onpefenanocb NOBbILEHHOE COoAepXaHue auuKapHUTU-
HOB C OY€Hb AJSIMHHOW LieNblo 1 NMM3NHOPOCHATUAUIIXONNHOB, XapaKTePHOE A/1A HapYLLUEHWIA NEePOKCMCOMHOrO 6eTa-
OKUNCNEeHNs.

MoneKkynapHo-reHeTMYeckoe UCCiefloBaHMEe YCTAaHOBWAO Hanuuve myTaumm c.1473dupT (p.l492fs) B 3K30He
13 reHa PEXT B roMO3UIOTHOM COCTOSIHMW. B KNHMKO-reHeTnyeckmx 6asax gaHHbix (NCBI, ClinVar, HGMD) oHa 3ape-
rMCTPUPOBAHa KaK «MaTOreHHas», NPUBOASALLAs K HapyLLUeHMIO G1MoreHesa NepoKC1CcoM 1 pa3BuUTUio cuHgpoma Lienb-
Berepa. Y poautenein AMarHoCTUPOBaHO HOCUTENIbCTBO AaHHOM MyTaLun B reTePO3UroTHOM COCTOAHUMN.

3aknioueHune. KnvHnyeckne cMntomsbl, Habnogaemble y pebeHka, COOTBETCTBYIOT Kinaccuyeckomy dbeHoTuny
cmHapoma LlenbBerepa. AHOManMy KOPTUKaNbHOW OpraHM3aunmn ABAITCA XapakTePHbIMU NPOABAEHUSAMN NEPOK-

COCOMHbIX 3a60/1eBaHMi. B 60/IbLWIMHCTBE ONMMCAHHbIX C/lyYaeB 3a60ieBaHNA OMArHOCTMPYIOTCA NONVMUKPOTMpus,

naxurupusa, retepotonua [3]. JlamrHapHas reTepoTonua, ABNAETCA PeKMM HapyLLeHeM HEMPOHANIbHOW MUTpaLni

W, KaK NpaBuo, ceA3aHa ¢ MyTaumamm reHos LIST, DCX, XLISPe3ynbtaTbl MPT, fMarHOCTMpPOBaHHbIE B Hallem Habnto-

LeHNN, PacIMPAIOT CMEKTP KOPTUKAbHbIX AWCMIAa3niA Yy NALMEHTOB C cMHAPoMOM Llenbeerepa.

MocKonbKy poauTenu ABAAITCA reTEPO3UTOTHBIMU HocuTenamu myTaunn c.1473dupT (p.1492fs) B reHe PEXIT, re-
HeTUYECKUIN PUCK POXKAEHNA MOTOMCTBA C CUHAPOMOM OLEHMBAETCA Kak BbICOKUA 1 cocTaBnAeT 25%. C yyeToMm VH-
$OpPMaTUBHOCTM CEMbM BO3MOXXHO MilaHMPOBAHNE NEPCOHNPULIMPOBAHHON AMArHOCTUKM AAHHOW HO30M10TUI NPW
NMoAroToBKe K 6epemMeHHOCTM (MpeaMMMIaHTaLIOHHOE TeCTUPOBAHME) UK BO BpeMs bepeMeHHOCT (yCcTaHoBIe-
HVe reHoTUMNa NJIoaa).
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