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MUTOXOHAPHUAJIBHAA DOHUEDAJIOIIATUS,
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Pe3ome. MutoxoHpuanbHble 3a00J€BaHUS BCTPEYAIOTCS NMPUMEPHO C 4yacToTod 1 Ha
5000-10000 HOBOpPOXIEHHBIX B OOLIEH MOIMYJSALMM, YAaCTOTa MOKET BapbUpPOBAaTh B Pa3HBIX
STHUYECKHUX TpyINax U peruoHax. IlepBble KIMHUYECKHE MPOSBICHHS HAYMHAIOTCS B PaHHEM
JIeTCTBE, BKJIIOYAs MIIQJICHYECKMH BO3PACT, M XapaKTEPU3YIOTCS MOPAaKEHUEM MHOTUX CHCTEM
u opraHoB. O1HOW U3 NPUYMH PAa3BUTHUS 3TUX 3a00JI€BaHUIN SBIISAIOTCS NATOJIOTUUECKUE BapUAHTBI
rera TANGO2, xoTopble MPUBOAAT K HAPYLICHUSM BHYTPUKIETOYHOTO OEIKOBOTO TPAaHCIOPTA,
HEOOXOIUMOTO Uil TMONJCPKKHM MHTOXOHIPUAIBHOW IEJIOCTHOCTH U MeTabOIN4ecKOu
aKTUBHOCTH opraHu3Ma. Kiuawdeckwe mnposiBienus nedpunura Oenxka TANGO2  kpaiine
BapuaOeNbHbI, BKIIOYAs TUIIOTJIMKEMUYECKHE KPU3bl, JTaKTaT-allK103, SHIe(aIonaTHiO, OMacHbIe
JUIA OKW3HU TaxwapuTMUM U padbaoMuonu3. OnyOJMKOBaHHBIE JaHHBIE CBHICTEIbCTBYIOT
0 3HAYMUTEJIbHOW BapHabeIbHOCTH TeueHHsl 3a00JeBaHUS M TSDKECTH (eHoTunoB. B craThe
NPUBEICHBl JaHHBbIE aHAMHE3a, KJIMHUKH U Pe3yJbTaThl MCCIEJOBAHUM NallMeHTa C paHee He
OMHMCaHHBIM TOMO3UTOTHBIM BapuaHToM c.4delT; p.Cys2Alafs*35 B rene TANGO2.

KiroueBble cjioBa: MUTOXOHApHANbHBIA TeHOM, TANGO2, wmerabonmuyeckuii Kpwus,
CyaIoporu, sHiehanonaTus.

BBenenne. MurtoxoHapuanbHble 3a00J€BaHUS MPEACTABISIOT co00W OAHY W3 Hambosee
CIOXHBIX JUISl JMAarHOCTUKM U JIEYEHHs] TPYII HACJIEJCTBEHHBIX IATOJOTUH, KOTOpPbIE
XapaKTepU3yIOTCsl 3HAYUTENIbHOM KIMHUYECKOH TeTepOreHHOCTBIO U MYJbTUCHUCTEMHBIM
nopaxeHueM. Cpeau HUX ocoboe mecto 3aHumaeT nepunur o6enka TANGO2 (OMIM: 616878),
SIBJISIFOIIMICS. PEKUM, MOHOT€HHBIM 3a00JICBaHMEM W3 TPYMIBI META0O0NMYECKUX HapyIICHUH,
OOHapy>KCHHbIM OTHOCHUTEJIBHO HEIABHO: IepBble ciyyan Obiu omucanbl B 2016 romy [1].
CornacHO COBpEMEHHOU nmuTepatype, 3a nepuon ¢ 2016 mo 2025 roa omyOIMKOBaHO MPUMEPHO
100 moaTBepKIEHHBIX CIIydaeB AaHHOTrO 3aboseBanHus. OJHAKO peasbHas pPaclpOCTPAaHEHHOCTh,
[0 OLEHKaM CIEIHMaINCTOB, MOXET 3HAYUTEIbHO MPEBBIIIATh 3TH IOKA3aTeIH, YYHUTHIBAS
MIUPOKYIO ~ BapuaOeNbHOCTh  KJIMHUYECKUX  NPOSIBICHHH,  TPYJHOCTH  JAMArHOCTHKH
Y HEJIOCTATOYHYIO OCBEIOMIICHHOCTh MEIMIIMHCKOTO coobimecTa [2].

[Ipuunna 3aboneBaHus — HaJW4yMe OMAJUIENBHBIX MATOTEHHBIX BAPUAHTOB HYKJICOTUIHBIX
3ameH B rene TANGO2, nokanu3oBaHHOM Ha Xxpomocome 22 (sokyc 22q11.21). Ha ceroansitnui
JIeHb BbIABIEHO Oosiee 50 pa3IUUHBIX NATOT€HHBIX BAPHAHTOB, CPEIU KOTOPBIX MHUCCEHC-
MyTallii, HOHCEHC, JEJELUH, a TAaKKE€ BapUaHThl, BIUSIOUIME HA CIUIAMCHUHT, YTO MPHUBOIUT
K HapymieHuto cunte3a (yHknuonaimbHoro 6enka TANGO2 [3]. Xots TouyHas QyHKIus Oenka
TANGO?2 emie momHOCTHIO HE pacmmdpoBaHa, CyImIECTBYET PsiI JaHHBIX, YKA3bIBAIONINX HA €T0
pOJb B MOAJIEPYKAHUU KIIETOYHOTO I'OMEOCTa3a: TPAHCHOPT OENKOB M JIMITHAOB, OPTaHU3AIHS
KomIuiekca ["o1b/kH, 9TO MPU HApYIICHUH BeAET K BTOPHYHON MUTOXOHPUAIBHON AUCh)YHKIIMN
[4].

Knunuueckass  kaptuHa  3a00JieBaHUS  OTJIMYAETCSl  BBICOKOHM  BapuaOesIbHOCTHIO
U HeCNnenu(pUUHOCTbIO CHMITOMOB, YTO 3HAYUTEIIBHO YCIOXKHAET AUAarHOCTUKY. OCHOBHBIE
NPOSIBJICHUS] BKJIIOYAIOT 3aJEPXKKY pPEueBOr0 M MOTOPHOIO pa3BUTHUA B MIIAJIIEM BO3pacTe,
KOTHUTHUBHBIE HapyllleHUs B Oojiee cTaplieM, SIMU30AMYECKYI0 aTaKCHIO, CyJOPOXKHBIN CHHAPOM
U runotupeos. OIHaKO KIHOUYEBbIMU CUMITOMaMHM, KOTOpPbIE A€Ial0T 3a00JI€BaHUE ONACHBIM JUIs
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KU3HH, SIBIISIIOTCSI TSDKENIbIe MeTaOOJMYeCKUe KpH3bl, CIPOBOIMPOBAHHBIC BUPYCHBIMH HIIH
OaKkTepHadbHBIMH HMHQEKIUSIMH, JIUTCIBHBIM TOJIOJAaHHEM WM CTpeccoM. Bo Bpewms
MeTa0O0JIMYECKUX KPHU30B Yy MAIlMCHTOB HAONIOAAIOTCS MBIIMIEYHas cladocTh, padJIoOMUONIA3 HA
¢oHe TUNOTIIMKeMHH, JaKTaTalu103, TUIIEPAMMOHUEMHUS, a TAK)KE PA3BUTHE OMACHBIX ISl )KU3HU
ApPUTMHH, B YaCTHOCTH, >KEIYJOYKOBOM TaxXUKapAHUM M KapIUOMHUOIATHH, KOTOpPHIE MOTYT
NPUBECTH K OCTAHOBKE CEpALla U SBIISIOTCS BEAYIIUMH NMPUYMHAMU CMEPTHOCTH NPU JAHHOM
3a00jeBanHuu [5].

AxTtyanbHOCTh M3ydeHus aedummra 6enmka TANGO?2 cBsizaHa C €ro PEeIKOCThIO, BRICOKOM
JETaTbHOCTBIO W OTCYTCTBHEM CIICHHAIM3UPOBAHHOM TEPAaNeBTHYECKOH KOPPEKTUPOBKHU.
HecmoTps Ha 3HaUMTENBHBIN MPOrpecc B MOHUMAHUU MOJIEKYJISIPHBIX MEXaHU3MOB U MAaTOreHe3a
3a00J1eBaHMUsI, MHOKECTBO aCIIEKTOB OCTAIOTCSl HESICHBIMU, UTO 3aTPYAHAET PAHHIOK JUATHOCTUKY
U CBOEBPEMEHHOE BMemIaTelabcTBO. Ocolasi CIOKHOCTh 3aKII0YAaeTCs B IIHPOKOM CIEKTPE
KJIMHUYECKUX TNPOSBICHUN: dYacTo 3a0ojeBaHHE OIMIMOOYHO pACICHMBAETCA KaK Jpyrue
METa0OJIMYECKHE WM  HEBPOJIOTMUYECKHE pacCTPOMCTBA, UYTO CIOCOOCTBYET  3aJepikKKe
a/IGKBaTHOTO JICYCHHUS M YXYy/IIAET MPOTHO3BI IS TTALMEHTOB [6].

Marepuansl u MeToabl. B kadecTBe mpuMepa OCOOCHHOCTEH  KIMHUYECKHX
n Onoxmmudeckux nposieieHuid aedummra Oeaxka TANGO?2 mpuBoauM KIMHHYECKUN CITydai
pebeHka ¢ »TuM BHAOM mnaronorur. @DeHoTun pebEHKa M ero poaUTeNed OLEHHBAJICS
C HUCHOJIb30BaHHEM KIMHHYECKOTO aHANW3a TMPOSBICHUH, MOITYYEHHBIX TMPH OCMOTpE, JAaHHBIX
WHCTPYMEHTAJbHBIX M J1a0OpaTOPHBIX METOAOB HCCIEAOBaHUSA. MarHUTHO-pE30HAHCHAs
tomorpadus (MPT) ronmoBHoro mosra BeimosiHeHa Ha anmapare Phillips Ingenia 1.5 Tecna mo
CTaHJIapTHOW Tmporpamme. MollekynspHo-reHeTHdeckoe wuccienoBanne (MI'M) pebeHky
MPOBEJICHO C HCIIOJIb30BAHUEM TEXHOJOTUH MAacCOBOTO MapalljIeIbHOTO CEKBEHUPOBAHUS
B paMKax IMOJHOTO 3K30MHOTO CEKBEHHPOBAHMUS, IOTIOJIHHUTEIHHO BBITIOJHEHO HMCCIEIOBAaHUE Ha
OTpeJieNIeHUe YKCia KOIH XPOMOCOM.

PesyabtaThl u o0cyxaenue. IIpoGann — BTOpoil peOEHOK B CeMbe OT KIMHHUYECKU
3JI0POBBIX DPOJAUTENEH, KOTOpblE HAXOMIATCS B KPOBHOPOJCTBEHHOM Opake (YeTBEpOIOIHBIC
cuOchl), crapumii peOGeHOK 370poB. Poael mpoOaHaoM BTOpBIE, ONEpPAaTUBHBIC, 1O TOKA3aHUSIM
matepH, B cpoke 39-40 nemens. [Ipu poxkneHnM mokaszarenu (U3UUECKOro pa3BUTUS peOCHKA
COOTBETCTBOBaIM BO3pacTHOM Hopme: Bec 4480 1, poct 55 cM, OKpYXHOCTb TOJIOBBI 37 cM,
oreHka mo mkaine Anrap 9/9 6amioB. bepemenHocTs mporekana Ha (oHe QeToruraneHTapHON
HEJIOCTaTOYHOCTH B 36—37 Hemenb, APO3WM IIEWKH MaTKH, TECTAIIMOHHOW aHEMHH JIETKOU
CTETICHH, XPOHUYECKOTO TOH3WLIUTA B CTAINH PEMHUCCUH, TEPHETHYECKOW HH(EKIMH Tepes
ponamu. Tewuenne pomoB 0Oe3 ocnoxHeHuil. [locme pokaeHust cocTosHue peOeHKa
YIIOBJIETBOPHUTEIBHOE, BBIITUCAH JOMOW Ha § CYTKH.

PazButne pebGeHka NPOXOJUIO B COOTBETCTBMH C BO3pacTHOM HOpMmoi. B Bozpacrte
5 mecsieB Ha (QoHe pecrnupaTOpHON MH(MEKUUH Yy MalbuMKa Pa3BHICS CYTOPOXKHBIH CHHAPOM
B BHUJEC aIHOD, ATOHUYECKUX W TOHHYECKUX IMPUCTYNOB, PEOCHOK OBUI TOCIHTAIN3UPOBAH.
[To pesynbratam MPT rosoBHOro Mo3ra CTpyKTypHOM MaTOJOTMHM JUArHOCTHUPOBAHO HE OBLIO.
[Tpu yapTpa3ByKOBOM UCCIICIOBAHHH OPTaHOB OPIONTHOM MOJIOCTH ObLTa OOHApYyKeHa yMepeHHas
remaroMeranus. OiekTpodHiedanorpadus BBISIBWIA YMEPEHHYIO JI€30pPTaHU3AIMI0 KOPKOBOU
AKTUBHOCTH, SMWIECTITU(OPMHBIEC TIATTEPHBI TP STOM HE OBLTH 3apeTUCTPUPOBAHBI. PeOeHKY OBLIT
BBICTABIIEH JIMarHO3. CYAOPOXHBIH CHHAPOM C HAJIMYUEM AaMHOATHYECKUX, TOHHYECKUX
¥ aTOHUYECKHX TPHUCTYIOB HEYTOYHEHHOMN 3THOJIOTHH. B CBsI3M ¢ Hanm4MeM TeHepan30BaHHBIX
CyIOpor OBUIM Ha3HAYEHBl Mpemaparhl BaJbIPOCBON KHCJIOTHI, YTO MO3BOJHMJIO BBIUTH Ha
YCTOMYMBYIO KJIMHUYECKYIO pemuccuto. Oanako B 1,5 roma poauTenu cCaMOBOJIBHO OTMEHUIIH
MPOTUBOCYAOPOKHYIO TEpANuio, MOCIE Yero MPUCTYNbl BO30OHOBWIIMCH, HO MPOTEKAIH YXKe
B BHJIC KPU30BBIX COCTOSHUI C HAJIMYMEM KJIACTEPHBIX CYAOPOr, CONPOBOKIABIIMXCS aTaKCUEH
U HapyuleHHeM peud. B cBsi3u ¢ M3MEHUBLICHCS KIMHUYECKON KapTUHOW, peOEHOK B BO3pacTe
2 JeT, IOMUMO PETYJSIPHOTO KOHTPOJISI BPAadoOM-IE€TCKAM HEBPOJIOTOM, OBUT OCMOTpPEH BpadoM-
TeHETUKOM. B 3TOT mepuon XU3HM JOMUHHPOBAIH JKATOObI HAa TOBTOPSIOIIMECS MPHUCTYIIBI
MBIIICYHON C€1a00CTH, KOTOPHIC COMIPOBOXKIAIOTCS MBIIMICUHONH THIIOTOHUEH, HapyIICHUEM
NOXOJKHA W HapyIIEHHEM pEYH, COIMPOBOXKAAIOIIMECs TumnepcanuBanueil. bbula oTmeuena
CE30HHOCTh BBIPA)KEHHOCTH KIMHMYECKUX IMPOSBICHUI: YXyAILICHUE B JIETHUH mepuos Ha (oHe
JKApKO# MOTOJBl B BUJAE YBEIMYCHHUS YACTOTHI MPHUCTYIIOB, YaCTOTA U BBIPAKEHHOCTh KOTOPBIX
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CHIDKAJIUCh TOCie O0MIIbHOTO MuThs. Kpome Toro, MaTh 0TMeuana ycuieHHe cliadoCTu B Ciaydae
JUTUTENBHBIX IEPEPHIBOB MEXK Ly IPUEMAMH MHILH.

[Ipu ocMoTpe mamueHTa Mokaszareian (U3NYECKOro Pa3BUTHS COOTBETCTBOBAIM CPEAHHUM
3HAYEHUSIM BO3PACTHOW HOPMBI, (PEHOTUI U KOHCTUTYLIMOHAJIBHOE TEJIOCIOKEHHE TaKkKe ObLIN
0e3 BuauMoii maronorud. IlcmxopedeBoe pa3BUTHE COOTBETCTBOBAJIO BO3PACTHON HOpPME.
MBpbIIeYHbI TOHYC HECKOJIBKO CHHMKEH, OTMeYasach Jerkas KOOpJAMHATOPHAsE HEJOCTaTOYHOCTb,
MaTOJIOTUYECKUX CTONHBIX 3HAKOB OOHapyxeHo He Obu1o. CoMaTW4ecKHd CTaTyC TakKxKe
COOTBETCTBOBAJI BO3PACTHOM HOpME. OIJIEKTpPOKapIuorpaMMa HE BbIABWIA HapyLIEHUH
CEepIICYHOTO PUTMA M APYTUX HU3MEHEHHU CO CTOPOHBI CEPACYHO-COCYIUCTOM cucTeMsl. [lpu
OMOXMMHYECKOM HCCJIEIOBaHUM KpPOBH (BHE TMPHUCTYNAa) YPOBHH TJIFOKO3bI, IEYECHOYHBIX
dbepmenToB (aslaHMHaMHHOTpaHCc(epasa, acrnapraTamMuHOTpaH(pepaza, KpeaTHHPOCHOKHHA3A)
ObUIM B Mpejenax HOPMaJbHOIO JHara3oHa 3HAYCHU, IPU ONPECIICHUH KUCIOTHO-LIEIOYHOTO
COCTOSHUSI KaNMWJUIAPHOW KpOBU (TakKe BHE TMPHUCTyNa) MAaTOJIOIMYECKUX HW3MEHEHUH
JIUarHOCTHPOBaHO He Obw10. HeogHokpaTHOE 00cien0BaHNe YPOBHS TIFOKO3bI U DJIEKTPOIUTHOTO
OanaHca B NPUCTYIHBIA NMEPHOJ OTKJIOHEHUH OT HOPMBI He BBIABHIIO. OOmMiA aHanmu3 Moun 6e3
u3MeHeHn. BpauoM-3HI0KpHHOIOTOM OBLT BBHICTABJIEH JUAarHO3 CYOKIMHUYECKOTO THIIOTUPE03a,
Ha3zHayeH L-TupokcuH.

C yderom Hamuuusi cymopor B neOrore 3a0oneBaHus, TpaHC(hHOpMAIMU HX B KPH30BHIC
COCTOSIHUSI, CONPOBOXKIABIIUXCS MBIIIEYHON CIabOCTBI0O M aTakcueil, ¢ MpoBOKamuei >kapoit
U 1epUIrUTOM BOIBI, @ TAK)KE IEPBUYHO MPEIIOoJIarajioch 3a00eBanne, CBI3aHHOE C HApyILIEHUEM
GbyHKIMM MUTOXOHIApHA. PeOEHKY BBIMOIHEHO MOJEKYISIPHO-TEHETHYECKOE HCCIe0BaHue,
M0 pe3yJbTaTaM KOTOPOro JIMarHOCTHUPOBAH MATOI€HHBbIM BApUAHT HYKJICOTHIHON 3aMEHbI
c.4delT; p.Cys2Alafs*35 B rene TANGO2 B roMO3UTOTHOM COCTOSHHUM.

C yuyeTroM TOJIyY€HHBIX JaHHBIX NPOOAaHIy YCTAHOBJIEH AMArHO3 HACJIEICTBEHHOTO
MOHOreHHOro 3aboneBanus — aedpunura Oenka TANGO2. B Tepammio ObLIHM J00aBICHBI
npenapaTsl MeTabomuuecKo momnepkku: kodH3uM Q10, L-xkapHUTHH, BUTaMHUHBI Tpynmnsl B,
PEKOMEHJIOBAaHO YacToe APOOHOE MUTAHUE C BHICOKMM COJEPKAaHUEM YIITIEBOAOB 0€3 JTUTEIbHBIX
nepepsiBOB B ene. Oco0oe BHUMaHHE OBbUIO YIEJIEHO COONIOJIEHUIO IUTHEBOTO pPEXKUMA.
Koppekuust tepanuu u o0paza >KM3HM MpHBEJAa K 3HAUYUTEIBHOMY YPEKEHHUIO KpPHU30BBIX
COCTOSTHUH, OOJEr4eHWI0 HMX NPOSBICHWA W YKOPOUYSHHIO BPEMEHHM HUX TedeHus. Marepu
PEKOMEHIOBAaH IIPOTHUBOCYIOPOXKHBIN Mpernapar JIeBeTHUpaLeTaM, OJHAKO C YYETOM YIy4llIeHUs
COCTOSTHUSI MaTh OT €ro MpueMa OTKaszajachk. B menoM, cocrosiHue pedeHka cTadMIM3upoBaIoCh,
OJIHAKO TPeOyeT MOCTOSHHOTO KOHTPOJISI CO CTOPOHBI Bpadell CIeMaIrCcTOB: NEANATPa, IETCKOTO
HEBpOJIOTa U KapauoJora.

3aknrouenue [lanHblil ciiydail mpencTaBisieT coOOM MHTEpEC OCOOEHHOCTAMM TEUEHMS
Y HETHIUYHOW KJIMHUYECKON KapTHHBI, onrcanHoW npu aedumure 6einxka TANGO2: orcyrcTBHe
NPU3HAKOB HAapYLIEHMs MICUXOPEUEBOT0 Pa3BUTHS; HOPMaJbHbIC 3HAUYEHUS TJIIOKO3bI M JaKTaTa
B [IEPHOJ KPU30BbIX MPOSIBIIEHUI; OTCYTCTBHUE MTPU3HAKOB MOPAXKEHHUS CEpILla U TEMOTIO0MHYPHUH
B TOCJIEKPU30BOM IMEpHoAe. ODTO YKa3blBaeT Ha OOJBIIYI0 HE TOJBKO KIMHUYECKYIO, HO
1 OMOXMMHYECKYIO0 TeTepOTreHHOCTh mposBieHuil myranuit B reHe TANGO2, 4to 3arpymHsieT
JIMarHOCTHUKY 3TOTO COCTOSIHUS y neTei. [lonyyeHHble JaHHbIe PacCIIMPSIOT BO3MOKHOCTH TTOMCKA
HACJICJICTBEHHOW MATOJIOTMH Y JIeTed C HETHUNHYHBIMU TPOSBICHUSAMH MHTOXOHJIPHATBHON
TUChYHKIHMH.

Hecmotps Ha oTcyTcTBHE CHENM(PUUECKOTO JCUSHUs ISl TMAIMEHTOB ¢ MedumToM Oenka
TANGO2 merabonuyeckas MOJIEP)KKA SBISIETCS KIFOUEBBIM KOMIIOHEHTOM TEpaIiH, TaK Kak
3a00/IeBaHME CBA3aHO C  HApyLIEHUEM KJIETOYHOIO  HHEPreTHUYECKOro  MeTadosu3Ma,
MUTOXOHJIPHUATIBHOW AUCHYHKLIMEH M OKUCIUTEIbHBIM CTpeccOM. BajkHBIM acneKkToM sBIsSETCS
npouIaKTUKa KpHU30B: HM30erath JUIMTEIBHOIO TOJIOAAHUSA, 00€3BOKMBAHMS, OPraHU30BHIBATh
YacThle IPUEMBbl MHIIA C BBICOKUM COAEPKAHUEM YIJIEBOJAOB, CBOEBPEMEHHO 3aHUMAThCS
neueHneM MH(pEKuni, BakuuHanuei nereid. BpaueOHas TakTHKa B TUIMYHBIX CIIydasX B HEPHOJ
KpH3a JI0JKHA OBITh HAIIPaBJIeHAa HA KOPPEKIMIO THITOTIIMKEMHUH, JIAKTaT-ali103a, pabioMuommn3a
U MOJJIEPKKY CEPJICYHOM 1E€ATEIbHOCTH.

Pannss muarHocTika, CBOEBpeMEHHAss KOPPEKIHs Tepanuu 1 Mpo(uiIakTuKa Kpu3oB MOTYT
3HAQUUTEJIFHO YIYYIIUTh KA4eCTBO KM3HM NanueHTa. JlanpbHEWIHMe HCCIeloBaHus B O00JIACTH
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naTtoreHe3a M pa3pa0OTKH HOBBIX METOJOB JICUCHHS OCTAIOTCS KPUTHUYECKH BAXKHBIMH JUIS
yIy4IIeHUs IPOrHO3a MPH JAaHHOM 3a00JICBaHUH.

MCI[I/IKO'FGHCTI/IHCCKOC KOHCYJIbTUPOBAHHUEC HUI'PACT KJIKOYCBYIO pOJIb B BEACHHUH ITAITUCHTOB
¢ gedpunurom 6enka TANGO?2 u ux cemeil. YCTaHOBJICHHE MYyTAallMH SBIISETCS OMPEICIISIONIUM
IpU pacyeTe pUCKa MOBTOPEHHs B ceMbe Ui Oymymero moromMcrBa. C y4eToM HOCHUTEIbCTBA
MyTalui y pOAUTEIICH, pUCK POKICHHS peOCHKA C TUM HapyIIEHUEM B JIAHHOW CEMbE BBHICOKHIA,
u cocraBiser 25,0 %. C menpio nmpoHIaKTUKKA POXKICHUS OOJHHOTO pebeHKa ¢ Cylmpyramu
HEOOXOIUMO OOCYXIaTh BONPOCHI BO3MOXKHOCTH IPEUMIUIAHTAIIMOHHOM W TpPEHATaIbHOM
JTUATHOCTHKH (aMHHOIICHTE3, OHWOIICHS BOPCHH XOPHOHA) TMpPH IUIAHUPOBAHUM CIICAYIOMIEH
OEpPEeMEHHOCTH.
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Mitochondrial diseases occur with a frequency of approximately 1 in 5,000-10,000
newborns in the general population, and the frequency may vary in different ethnic groups and
regions. The first clinical manifestations begin in early childhood, including infancy, and can be
severe with damage to many systems and organs. One of the causes of the development of these
diseases is pathological variants of the TANGO2 gene, which lead to disturbances in intracellular
protein transport necessary to maintain mitochondrial integrity and metabolic activity of the body.
The clinical manifestations of this mutation are extremely variable, including hypoglycemic
crises, lactat-acidosis, encephalopathy, life-threatening tachyarrhythmias, and rhabdomyolysis.
Published data indicate significant variability in the course of the disease and the severity of
phenotypes. The article presents data from the medical history, clinical picture, and research
results of a patient with a previously undescribed homozygous variant c.4delT; p.Cys2Alafs*35 in
the TANGO?2 gene.

Keywords: mitochondrial genome, TANGO2, metabolic crisis, seizures, encephalopathy.
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