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Cunnpom Boabda—Xupimxopra — penkoe reHeTHuecKoe 3a0oJieBaHue, BO3HHKAIOIEE B pe3yibTare Jelelud KOHIA KOPOTKOTo
nievya 4-ii XpoMoCoMbI ¥ IPOSIBJISIIOLIEECS MHOTOYMCIIEHHBIMHU BPOXKIEHHBIMU IIOPOKAMU PA3BUTHS, 32/1€PXKKOI (PU3MIECKOTO M NICH-
XOMOTOpHOTO pa3suTus. OnuchiBaeTcs KIMHNYECKHIi ONBIT BeleHHs MALNMEHTa ¢ cuHApoMoM Boubha—XupuxopHa, poxkieHHOro
y 00/1y4eHHBIX POAHUTEIel, MPOKUBAIOIMX HA 3arPsA3HEHHOI PaAMOHYK/IHAAMHU TePPUTOPHH Nocie aBapuu Ha YepHoObL1beKOoii ADC.
IIpencTaBiensl NaTOreHeTHYECKHE ACTIEKTHI PA3BUTHS 3200JIeBAHNUS M NPOJEMOHCTPHPOBAHA HEOOXOUMOCTD ¥ BO3MOXKHOCTD CBO€-
BPEeMEHHOM TUATHOCTUKH.

Karouesvte caosa: pebenok, cunopom Boaspa—Xupwixoprna genomun, eenomun, 3a0epicka Qu3u4eckKo2o u NCUXoMomopHo2o paszei-
musi, MoaeKyAapHo-eeHemuyeckas duaenocmuka, eeh WHSCR.
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Wolf — Hirschhorn syndrome is a rare genetic disease caused by the deletion of the end of the short arm of the 4th chromosome;
it is manifested by numerous congenital malformations, delayed physical and psychomotor development. The article describes clinical
experience of managing a patient with Wolff — Hirschhorn syndrome born to exposed parents who lived in a territory contami-
nated with radionuclides after the Chernobyl accident. The article describes pathogenetic aspects of the development of the disease
and the need for timely diagnostics.
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BOJ‘IL].HI/IHCTBO TEeHETUICCKUX CHHIPOMOB COTIPOBO-
KIAeTCsl TSDKEBIMA HapyIIeHUSIMA HEPBHO-TICH-
XMUYECKOTO, (DU3NISCKOTO Pa3BUTHS W IIPEICTABIISIOT
OOJTBIITYI0 COLMATBHYIO IPOOIIEMY IUISI COBPEMEHHOTO
ob6miectBa [1]. [eHeTnuyeckas rmaTtojorusi 3aHUMaeT 3Ha-
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YUTEBbHBIN YOCIBHBI BEC B CTPYKTYpe MIIAICHUCCKOMU
W IETCKON CMEPTHOCTH.

CunapoMm Bosnbdha—XupiixopHa xapakTepusyercs
MHOTOYMCIICHHBIMA ~ BPOXICHHBIMUA TIOPOKAaMU  pa3-
BUTHST U BBIPAKEHHOM 3a1epXKKoi (pu3nyeckoro v rncu-
XOMOTOPHOTO Pa3BUTHsI, BO3HUKAIOIIMMU B PE3yJIbTaTe
YaCTMYHOM TIOTEpHM T€HETUIECKOTO MaTepuaya W3 IUC-
TaJBHOM YacTW KOPOTKOTO Tuleya 4-ii XpOMOCOMBI —
JeJIelInu, oXBaThIBaollleil objacth 4pl6.3. M3BecTHO,
yto 90% nmenenmii Bo3HUKAET de novo, okomno 10% mpo-
WCXOIUT B pe3yabraTe TPaAHCIOKAIIMN Yy pomuTeneit
(1:2— MyXuuMHBI: XeHIIMHbBI). Hapsiny ¢ menenueii Xpo-
MOCOM TIATOJIOTHSI MOXET OBITh OOYCIIOBJIEHA WHBEP-
CHSIMU, TYTUTAKAIIASIMU, H30XpoMocoMaMu. B 6osee 95%
cJIydaeB CUHAPOM TUATHOCTHPYETCS C ITOMOIIBIo (iryo-
pecuieHTHO# rubpunuzauuu in situ (FISH) ¢ ucrnonb3o-
BaHMEM crneurduiyeckux 30HI0B Boibda—XupiixopHa
IUJISI KpUTHYECKOTro XpoMocoMHoro pernoHa — WHSCR.

Cunapom Bosbdha—XupiixopHa cuuTaeTcsl penkuMm:
yactora ero cocrtapiser 1:20 Toic. — 1:50 ThICc. HOBO-
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Cagporosa M.II. u coagm. Ciydaii penKoi TeHETHYECKOIl MyTaIluy py cuHIpome Bombha—XupiixopHa y pedeHKa u3 ceMbi 00JTyIeHHBIX B PE3yJIbTaTe. .

poxmeHHBIX. OCHOBHBIE  IPOSIBJICHWSI  CHHIPOMA!
YMCTBEHHasI OTCTAJIOCTh OT JICTKOM IO TSKEJIOM CTeTIeHH,
MBIIIIeYHasT TUIIOTOHMS, 3alepXKa (U3MUECKOTOo pas-
BUTHSI, CYIOPOTHM W XapaKTepPHBIN JIMIIEBON (DEHOTHIL.
CunapoM Bonbgha—XupiixopHa yaiiie BhI3bIBa€TCSI KOH-
LIEBBIMU JIeICIMSIMU peTnoHa 4p16.3, BcTpevaroTcest 6oee
MPOIOJIKUTENIbHBIC AU, BILUTOTh 10 4p14. O ciayvasix
MPOMEXYTOUHBIX JAeJICIUi coo0IIaeTcs pexe [2—4].

B pesyneraTe KapTUpoBaHMs OBUTH BBHISBICHBI IIBE
nepexkpbiBatomuecs: aeienuu B permoHe WHSCR pas-
HOTO pa3Mepa, ONpeAelsTone KPUTHIECKYI0 001acTh
cungpoma Bonbda—Xwupuixoprna 1 u 2 (WHSCR1-2)
[2, 3, 5]. IpenmonaraeTcsi, 4YTO 3T PETMOHBI OTBET-
CTBEHHBI KaK MUHUMYM 3a JBa OCHOBHBIX KIIMHUYIECKUX
TIPOSIBJICHUSI CUHIpOMa — 3aIePKKY TICUXO(PU3MIECKOTO
pPa3BUTUS U JIULIEBOI TU3MOpGU3M [4].

KommAandeckast KapTWHa W CTETleHb TSDKECTH 3a0oJre-
BaHMS ONPEHCISIOTCS pa3MepoM aeiieluu. [lo maHHBIM
auTepatypsl [5], meneuust pasmepom ot 5 mo 18 MO
TIPUBOIUT K TSDKEJBIM TTOPOKAM Pa3BUTHS W TSTKEIION
TICUXOMOTOPHOM 3aIepXKKe, B TO BpeMsl KaK HeOOJIbITast
neneuust <3,5 MO OOBIYHO acCOLIMUPYETCS C MSITKUM
(eHOTUTIOM, TIPM KOTOPOM HE Pa3BUBAIOTCS TSDKEIBIE
BPOXXICHHBIC TIOPOKU. B pe3yibrate KpyIHBIX ACTCIHA,
KOTOpBbIE MpeBHIIIaoT 22—25 MO, pa3BUBaETCS TSXKEJbIi
(beHOTHUTT, KOTOPHIiA BEI3BIBACT TPYIHOCTH B IMATHOCTHUKE
W3-32 MHOXCCTBEHHOCTH W BBIPAKCHHOCTH KITMHUYE-
cKkux TpostBieHUi. KpyIHyro menernuio MOXHO OOHa-
PYXHUTHh C IIOMOIIBIO KJIACCUIECKOTO XPOMOCOMHOTO
aHaimm3a. JleJerMy MajbIX IT0JIOC BBISIBISIIOT TOJBKO
MOJICKYJIIPHBIMU 30HIAMMU.

®opMHUpOBaHUE CUHIPOMA CBS3BIBAIOT  IIPEXKIE
Bcero ¢ myrtanueir B reHe WHSCI (Wolf—Hirschhorn
Syndrome Candidate 1), u3BecTHOM TakxKe Kak NSD2
(Nuclear Receptor Binding SET Domain Pro-
tein 2, WIXM TUCTOH-NU3UH-N-MeTUITpaHchepasa)
u MMSET [6], KOTOpbIii peryaupyetr (opMUpOBaHHE
Tpex 6enkoB rpynibl ructoHoB (MMSET I, MMSET 11,
RE-IIBP), Bmusiiomux Ha peryisTOpHYIO aKTUB-
HOCTb JAPYIMX T€HOB. benku urpaioT BaxHYIO poJib
B HOPMAaJBHOM Pa3BUTUM KJIETOK BO MHOTUX TKaHSIX
opranu3ma. Kpome Ttoro, myraumum B reHe WHSCI,
BbI3BaHHBIE  TpaHchokamuen  tr(4;14)(p16.3;q32.3),
C BBICOKMM YpoBHeM 3kcnpeccuu reHa MMSET orme-
qaloTcsl Y OOJBHBIX MHOXECTBEHHOH ITTa3MOKIICTOUHOM
mueaomoit. Dkcrpeccus reHa MMSET BHOCUT BKJam
B aKTUBAIINIO ITpoIiecca SKCIIM3NoHHOM peraparu JJHK
MPU JEWCTBUM WOHW3UPYIOIIETO W3ITYyICHUS, BBICOKO
SKCIPECCUPYSICh B OIMYXOJISIX Pa3TUIHBIX THUITOB (KaplIv-
HOMaX XeTyIOYHO-KHUIIIEYHOTO TPaKTa, JISTKUX, ITeYCHH,
SKEHCKUX ITOJIOBBIX OPTaHOB).

DyHKIIMOHATBHBIE WCCICIOBAHUS in Vivo TIOKa3allu,
yto neneuusi B reHe WHSCI wurpaet KIIOYEBYIO pOJb
B DPa3sBUTUU WMMYHOmeMWIIUTa y TAIMEHTOB C CHH-
npoMoM Bombda—XupiixopHa [5].

Ien WHSC2 (Wolf—Hirschhorn Syndrome Can-
didate 2), wim Negative elongation factor polypep-

tide A (NELFA) peructpupyercsti B KjiIeTKax M TKaHSIX
opmupyromerocss opraHnu3Ma IOBCEMECTHO. MyTalyst
CBsI3aHA C TEMU3UTOTHOMW IeJIelMel MUCTaTIbHON JacTh
KOpPOTKOTO Tuleya 4-ifi XpomMocoMbl. KapTupoBaHHBIN
TeH B KpuTudeckoM pernoHe WHS mokeT urpath poib
B ¢eHoTurie cuHapoma Bonbha—XupiinxopHa, a Takxke
cunapoma Pitt-Rogers-Danks — peakoro reHeTH4eCcKOro
CUHIpPOMA, XapaKTepHU3YIOIIEToCs 3aIepKKoil (eranb-
HOTO POCTa, YMCTBEHHOTO Pa3BUTHS, U3MEHCHUEM YepT
JIULIEBOTO CKeJleTa.

[MpenmoraraeTcs, 4To Heleldsl B TEMHU3UTOTHOM
coctossHuu B rteHe LETMI1 (Leucine zipper-EF-
hand containing transmembrane protein 1) siBisieTcs
COCTaBHO# 4YacThlo cuHApoMma Bosnbpa—XwupuixopHa,
C YeM acCOIMMPOBAaHO BO3HUKHOBEHUE cymopor [6].
Ien LETM1 oGnamaeT peryJsiTOpHOM aKTUBHOCTBIO;
3KCIIPeCCUpOBaH B MUTOXOHAPUSIX. Ero dyHKIIMS CBSI-
3aHa ¢ obecrniedyeHueM pabotel Ca’*/H* Hacocau K*/H*
Hacoca. B ¢BSI3M ¢ 3TUM y TaKUX MAIlMEHTOB ITPOTUBO-
ITOKa3aHO KYIHUPOBaHWE CYIOPOT TperapaTaMH Ballb-
TPOEBOIT KMCIIOTHI.

XpOMOCOMHBIN perroH 4pl16.3 Takke COOEPKUT TeH
DFNA6, MyTauuu B KOTOPOM IPUBOAAT K Pa3BUTUIO
HacJIeICTBeHHOW HECHHIPOMAIBHOI TIOTEPH CITyXa.

CpenHsisl TTPONOKUTECIPHOCTh KU3HHW TAIIMEHTOB
¢ cunapomom Bonbda—XupmixopHa He 6ojsee 25—30
JIeT; TpU TSDKEJbIX IMOpOKax cepilia, MoYyek MOXKeT
cocTaBysATh He Ooznee roga. CunapoMm Boabda—Xup-
IIXOpHA CBS3aH C MEPTBOPOXIECHUEM, BEICOKOM TTepH-
HaTaJIbHON CMepTHOCThIO. CMEpTHOCTh B TEUCHUE
MEePBBIX 2 JIET KU3HU OXumaeTcst Ha ypoBHe 34%. Tem
HEe MeHee, TTIOCKOJbKY MHOTHE ACTH YMUPAIOT MpeXKIe,
yeM aHoMmasus OyneT AMarHOCTUpOBaHa, WCTUHHAas
CMEPTHOCTb HenooleHuBaetrcsi. CaMbIMU YacTbIMU
MPUYMHAMM  JICTAJIBHOTO WCXOMa CIyKaT ITOPOKHU
cepila, acnupalMoOHHasi MTHEBMOHUS, UH(MEKIIMOHHbIE
3a00JIeBaHUS ¥ TIPUCTYITHI CYIOPOT.

B kadvecTBe TpmMepa TPUBOIUM IEMOHCTPAITUIO
KIMHUYECKOTO CITydasl PEeIKON TeHEeTHMYECKOW MyTalluu
npu cuHapome Bonbda—XupiixopHa.

Knunnyecknii ciaydail. MaabuuK pomwiics W IIOCTO-
STHHO TIPOXKMBACT B 30HE OTCEJICHUS, B PETMOHE C YPOBHEM
3arpsI3HCHUS TIOUBHI 110 11e31t0- 137 1665 KBbK/ M? B pe3yinb-
tare aBapuu Ha YepHoObUIbcKOIT ADC. [lo maHHBIM
POIOCTIOBHOI OTMEUYeHa OTSTOINECHHAs] HacIeICTBEH-
HOCTB: TI0 MaTePUHCKOW JTMHUM TTPOCIIEKUBAIOTCS 3200-
JIEBaHUS KeJTYIOYHO-KUIIIEYHOTO TpaKTa, COCYIHMCTasT
rnarojiorusi, 6adylika Mo OTLUOBCKOM JMHUU CTPafaer
caxapHBIM TUaOETOM 2-TO THIIA.

M3 aHamMHe3a M3BECTHO, 4TO peOEHOK OT 5-it Oepe-
MEHHOCTH (IBE TIepBbIe OCPEMEHHOCTH Y JKCHIIWHBI
3aKOHYIJIMCh HOPMaJbHBIMU CPOYHBIMH pPOIAMU, IBE
TTOCJICAYIOMINX — CIIOHTAaHHBIMU abopTaMU Ha paHHEM
CPOKE TecTaInm).

JaHHass 6epeMEeHHOCTh TIpoTeKasia Ha (POHE YTpo3bl
npepblBaHUSI Ha BceM TpoTsbkeHuu. Pomwr 111 cpou-
HBIE, CaMOIIPOM3BOJbHBIC B TOJIOBHOM ITpeIUICKaHUU.
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PeGeHOK pomwiicsi ¢ HOPMAaJIbHBIMH aHTPOITOMETPH-
YECKUMU XapaKTePUCTUKAMHU W ITOCTATOYHO BBICOKOM
oneHkoil mo 1mkane Anrap (8/10 6amnioB). Macca tena
npu poxaeHun — 3050 1, mmuHa — 50 cMm. C mepBbIX
MECSIIeB XKU3HU OTMEJaJIOCh OTCTaBaHUE peOeHKa B (hU3H-
YeCKOM M HEPBHO-TICUXWYECKOM pa3BuTuu. [1o mpudanHe
TUITOTAJIAKTAY Y MaTepH TPYITHOE BCKapMJIMBaHME IIpe-
KpaiieHo B Bo3pacte 4 mec. Ha ¢oHe mombopa cmeceid,
BBEIICHUST IIPUKOPMa OTMEUAJIOCh STTU30IUIECKOE Pa3Ki-
SKeHHE CTyJa, peOCHOK OTKAa3bIBAJICS OT CITBI.

B Bo3pacre 1 rona 4 Mec BriepBbie 00C/IEI0BaH B OT/IE-
JIeHUW peadbwiutauuvu panuanmoHHoro pucka HMKHW
nenuatpun uMm. FO.E. Bensruimena. [1pu nmoctyrieHuun
JKaJIoObI Ha 3aIepXXKy ICHUXOPEYeBOTO M (hU3UIECKOTO
Pa3BUTHsI, CHIDKCHHBIN armeTuT. [1pum ocMoTpe pebeHKa
o0pallajio BHUMaHue HAIMYK1e MHOXXECTBEHHBIX MUKPO-
aHOMAJTHIA JIWIIA ¥ Yeperia: BhICOKast GpOHTATbHAST TUTHUS
pocta BOJOC, JIMIIO WMEET CXONCTBO C 3JIeMEHTaMU
IUIeMa TPEeYecKOTo BOWHA, 3MUKAHT, KOCHIC TIJIa3HBIC
eI, HU3KO TIOCaKeHHBIC VI, meOpMUpPOBaHHBIC
VIIHBIC PAKOBWHBI, TUIIEPTEIOPU3M TIJIa3 M COCKOB,
IIMPOKOE MEPEHOCKE, «KapMuil» poT, nUcTpodusi 3yOHOI
SMaJTi, KITMHOIAKTYIMSI MIU3UHIICB.

[Tpw ocMoTpe: oTcTaBaHWe B GU3MICCKOM Pa3BUTHUI
(Mmacca Tena 7 KrI, HUXe 3-TO TepUEHTWISI, Ae(ULIUT
Maccel 30%, pocT 74 cM, COOTBETCTBOBAJ 25-My TIep-
HeHTUI10). OKPY>KHOCTh TOJOBHl U TPYJAHOMN KJIETKH —
HUXe 3-T0 MepueHTUs1 (OKPYKHOCTh TPYIHON KJIETKU
46 cM, OKpYXHOCTh TOJOBH 45 cMm). ToloBa MHKpO-
nedanbHOl GOpMbI, OOJBLIOW POAHUYOK OTKPHIT:
1,0x1,0 cm. IMTomkoxHast kupoBasi KjieTyaTKa BbIpa-
XeHa HemocTtaTodHo. KoOXHBIE ITOKPOBHI OJieIHBIC,
YUCTHIE. AYCKYJIBTaTMBHO B JIETKUX JBIXaHUE ITy3-
pUJIBbHOE, IPOBOIUTCS BO Bce oTmenbl. CepmeyHas
NIeATeIbBHOCTh YAOBJIETBOPUTEIbHAS. KMBOT MSITKHI,
0e300JIe3HeHHbIN TIpy Najbnauuu. [enarocrnieHoMe-
raiuu He oTMedeHo. CTyn, Tnype3 B HOpMe.

B HeBposormueckom craTtyce: MUKpoIlehanus,
MBIIIIeYHAsT TUIIOTOHMSI, HU3KUE CYXOXWIbHBIE ped-
JIeKChl; 3MolMKU He auddepeHInpoBaHbl, HaBbIKU
camooOcnyxkuBaHuss He cdopmupoBaHbl. OTmeua-
Jlach TEMITOBasT 3alepkKKa IICUXOMOTOPHOTO Pa3BUTHSI.
DTambsl HEPBHO-TICUXWUYECKOTO PAa3BUTHS: YIEPKU-
BaeT roJioBy ¢ 4 Mec, CaMOCTOSITeTbHO cuIuT ¢ 10 Mec,
XOIUT C OIMOpoi ¢ 16 Mec, MPOM3HOCHUT OTIEIbHBIC
cioru ¢ 18 mec.

[lo maHHBIM TabOPATOPHBIX MCCICIOBAHUI: B KITU-
HWYECKOM W OMOXMMHWYECKOM aHaIM3aX KpPOBHU IT1aTo-
JIOTUIEeCKMe M3MEHEHUS] He BBISIBJICHBI. AHaU3 KPOBU
Ha THUPEOUTHBIC TOPMOHBI 03 OTKIIOHeHMA. [1pu nMmy-
HOJIOTMYECKOM  HWCCJICIOBAHWM  KPOBM  OTMEUEHO
MOBBILIEHUE YPOBHS 0OIIero MMMyHorjaodyamHa E
mo 117,6 ME/mn (wopma mo 7,3 ME/mn). C ueibio
WCKITIOYCHUST CHHIPOMa MabaOCOPOIIMKM IIPOBEIECHO
TOTIOJTHUTENIbHOE 00CenoBaHNE: MapKephl TIIIOTCHOBOM
SHTepoIaTuu (KpOoBb Ha aHTHTENAa K TENTHIAM TJIHa-

OPUINMHAJIbHBIE CTATbU

NIMHA, TKAHEBOW TPaHCITyTaMWHA3¢ W SHIOMM3UIO) —
OTpHUIIATEeITLHEIC.

Ha wmarHutHO-pe3oHaHcHOi ToMorpamme (MPT)
OYaroBBIX M3MEHEHMII WHTeHCHMBHOCTH M P-curHama
OT BelIeCTBa TOJIOBHOTO MO3ra, MO3Xeuka, CTBOJA
TOJJOBHOTO MO3ra He BbIsIBIeHO. JluddepeHunanms
Ha KOPKOBOE M MO3TOBOE BEIECTBO BBIpakeHa YIOB-
JICTBOPUTETbHO. BOKOBBIC XENYMOYKM CHUMMETPUIHBI,
He pacmmpeHbl. OTMEYEHO WCTOHYCHUE MO30JIMCTOIO
Tenma B cpemHeill Tpetu. [lo maHHBIM 3JIeKTposHIIehaT0-
TpPaMMBI: OCHOBHAsl aKTMBHOCTh B paMKaX BO3pPaCTHOM
HOPMBI. MeXITOTyIITIapHOf aCUMMETPHH, STTHICTITH(HOPM-
HOIf aKTUBHOCTH HE 3aperMCTPUPOBAHO.

C 1ebl0 HCKIIIOYEHUsI TIOPOKOB DPA3BUTHSI BHY-
TPEHHUX OPraHOB IIPOBEICHO VIBTPa3BYKOBOE HCCIIC-
JIOBaHNE OPTaHOB OPIOIIHOW ITOJIOCTH W TTOYEK: BBISIB-
JICHBI POTAIWsl TIPAaBOM ITOYKW, YTONIIECHUE CTEHOK
cobMpaTeTbHOM crcTeMbl TIo4eK. [Ipn a7aeKTpo- U 3X0-
KapauorpadyeckoM 0O0CIIeIOBaHUM TTaTOJIOTUIECKUE
W3MCHEHUS He HalleHbl. D30daroracTpoayoneHOCIOHO-
CKOMUSI: 6e3 IMaToJOTUU. DKCIIPECC-TeCT Ha JIAKTAa3HYIO
HEIOCTaTOYHOCTh — OTpUIATeTbHBINA. 1o pe3ymbratam
MOP(OJOTUIECKOTO HCCIICAOBAaHUS CIU3UCTON  000-
JIOYKY KUIIICYHUKA BBISIBIICH XPOHUIECKUI SHTCPUT.

JlaHHBIC aKyIIepCKOTO aHaMHe3a MaTepH, COBOKYII-
HOCTb (DeHOTHITMYECKUX TIPU3HAKOB M PE3yJIbTaTOB ITPO-
BEIACHHOTO 00CIIeIOBaHMS OOYCIOBHIN HEOOXOIMMOCTh
HCKITFOUCHUS Y pebeHKa XpOMOCOMHOM Tatosioruu. [1po-
BEJICHO LIUTOT€HETUYECKOE KapUOTUITMPOBAHUE: Kapuo-
in 46,XY,15 cenh+; HamnuMe XpOMOCOMHON HecTa-
OWJIBHOCTH.

JLIst yTOYHEHWsI IUarHo3a OBLIO IMPOBEICHO TTOHO-
5K30MHOE CEKBEeHUpPOBaHUE B Jabopatopuu «[eHOME>.
[IpoBemeH TIOMCK IMaTOTCHHBIX MYyTaIldid, acCOIUH-
POBaHHBIX C 3aIEPXKKON ITCMXOMOTOPHOTO M (bHU3UJe-
CKOTO Pa3BUTHsI, KOMITJICKCOM BEISIBICHHBIX aHOMAaJTMI
pa3BUTHS. Y TallieHTa OoOHapyXeHa paHee HE OIH-
CaHHass W HE 3apeTHCTPUPOBaHHAs B KOHTPOJIHHBIX
BeIOOpKax «1000 renomon», ESP6500 u EXAC retepo-
3UroTHast Mytauus de novo B 19-m ak3oHe reHa WHSC1
(chr4:1976629C>T), mpuBomsdmas K TOSBICHUIO
caiiTa TpeXIeBPEeMEHHON TepPMUHAIIUM TPAHCISIINT
B 1138-m komone (p.Argll138Ter, NM_001042424.2).
CornacHo 06a3ze maHHbix OMIM, TOuKOBBIE MyTalUuu
B reHe WHSCI He 3aperucTpupoBaHbl Y IallMEeHTOB
C MOHOTEHHBIMH 3aboieBaHUsIMU. OMHAKO METCINH,
BkItouatomue reH WHSCI nim ero ydyacTtok (BMecTe
C JIPYTMMU T€HAMU), OMUCAHBI Y TMAIMEHTOB C CUH-
npoMoM  Bosnbdha—Xupmixopua (OMIM  194190).
Craryc de novo myTauiuu, HabJIIogaeMblii y TpoOaHIOB,
OBIT TIONTBEPKIEH C IIOMOIIBIO CEKBEHUPOBAHUS
mo CsHrepy — y pomuTeseil MmpobaHma W3MEHEHWI
HE BBISIBJICHO.

Ipu kaTamMHecTUYeCKOM HaOJIOACHUU 32 PEOSCHKOM
B TeyeHue 2 et (2017—2018 rr) oTrMevaeTcs: coxpaHsi-
folasicst 3aepkKKa ICUXOPEYeBOTO Pa3BUTHUS, HEIOCTa-
TOYHasI TpUOaBKa MacChl Tea.
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Cagporosa M.II. u coagm. Ciydaii penKoi TeHETHYECKOIl MyTaIluy py cuHIpome Bombha—XupiixopHa y pedeHKa u3 ceMbi 00JTyIeHHBIX B PE3yJIbTaTe. .

[MpuBeneHHoe KJIMHUYECKOE HAOMIONEHUE JEMOH-
CTpUPYET HEOOXOJMMOCTb WHIMBMIYaTbHOIO IOAXOAA
K JIMarHoctuke cuHiapoma Bosbha—XuplixopHa U ero
MPOrHO3MPOBAHUIO, TaK KaK KJIMHWYECKash KapTUHA
MOXET 3HAUYMTEJbHO BapbUpoBaTh. BeposiTHO, MMKpO-
NeJelMU ¢ MITKUM (PeHOTUIIOM U MeHee SIPKOUl KIMHU-
YECKOM KapTUHON MOTYT ObITh MPOMYILIEHbI MPU MpoOBe-
JNIEHUW CTaHIAPTHOMN IIUTOTeHETUYECKON NHArHOCTUKHU.
Jnss BepuduUKalMy auarHo3a TpeOyeTcss MOJIEKYJIsp-
HO-LIUTOT€HETUYECKUE METOAbl C IMOCIAECAYIOIUM MO/~
TBepxkneHueM mno CaHrepy W M3ydyeHHEM TeHOTUIa
poauTesiei.

B namem ciyyae y pebeHKa, poXIEHHOTO Yy OOJy-
YEHHBIX B IETCKOM BO3pacTe poAUTeeld, TPOKMUBAIOIINX
B pEruoHe paJAMOHYKIUIHONW KOHTAMUHALIMU TIOCe
aBapuu Ha YADC, BbIsIBIeHA paHee HE ONMMCaHHasl TOY-
koBasi mytauus B rene WHSCI, kotopasi clipOBOLIUPO-
BaJla TOSIBJIEHUE HEIMOJHON KJIMHWYECKOW CUMIITOMA-
TUKU, PA3BUTHE CUHAPOMATbHOM 3a1ep>KKU YMCTBEHHOTO
U uznyeckoro pa3BuTHs y nauueHrta. B cBs3u ¢ Hanu-
YyreM TOYKOBON HOHCEHC-MyTalluu B 19-M 3K30HE reHa
WHSCI, npuBopsiieili K MOSIBICHUIO caiiTa TpeXIeB-
PEMEHHON TepMUHALMU TPAHCISLMU («CTOM-KOAOHA»),
peuyb MOXET WMATH O Kackane M3MEHEHHBIX KJIETOYHBIX
npoteccoB (peryasuusi, nuddepeHunanus u ap.), ooy-
CJIOBJIMBAIOIIMX UMEIONIUiics Yy pebeHKa KIMHUYECKU
CUMIITOMOKOMITJIEKC. YUUTbIBasi TMOCTOSIHHOE MPOHOJI-
Karolleecsi BHEIIHEe W BHYTpeHHee paauallMOHHOE
00JIydeHre B CBSI3U C MPOXMBAHUEM B 30HE paauallMOH-
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