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Peztome. Cunopom Bapma - pedxoe nacneocmeennoe 3abonesanue ¢ X-cyenieHHvim peyeccusHbim
Mmunom Haciedosanus. Bnepevie on Ovln onucan Kax 0OO0ne3Hb MUMOXOHOPUU, HPUBOOAUWAS K
HeumponeHuu, a makaice CKelemuol u cepoeunou muonamuu. bonee enybokoe nonumanue namozenesa
3ab01e6anusi  C6A3AHO C pa3pa6omkoﬁ €20 OCHOBHblX ceHemu4deCKux mMeEXAHUSMOS. HaL;LleHWZbl
noosepaicerbl OAKMepUaIbHbIM UHDEKYUAM U CENCUCY, PA3BUBAIOWELCS CEPOSUHOU He0OCTAMOYHOCMU.

Kniouesvie cnosa: rxapouomuonamus, cunopom bapma, unetimponenus, 3-memunenymakoH08ds
ayuoypusl.

Resume. Barth's syndrome is a rare hereditary disease with an X-linked recessive type of
inheritance. It was first described as a mitochondrial disease leading to neutropenia, as well as skeletal
and cardiac myopathy. A deeper insight into the pathogenesis of the disease is associated with the
development of its main genetic mechanisms. Patients are susceptible to bacterial infections and sepsis,
developing heart failure.
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AKTyalbHOCTh. JlaHHOE 3a00JieBaHME OTIUYACTCS TSHKECThIO KIMHUYECKHUX
MPOSIBJICHUI, POTPECCUPYIOIINM TEYEHUEM, OTPAHUIEHUEM MPOIAOJIKUTEIIBHOCTH KU3HU
MalMEHTOB U BHOCUT CYHIECTBEHHBIN BKJAJ B MOKAa3aTEINM WHBAIUIHOCTH U CMEPTHOCTU
Hacenenus [4, 5].

Heab: AHanu3 TuTepaTypHbIX JaHHBIX 10 CUHJIpOMY bapra.

3amaun:

1. U3yuuth npuuunsl curapoma bapra.

2. Onrcatb OCHOBHBIE CHMIITOMEI CHHApoMa bapra.

3. BBIACHUTH METOIBI JICUCHUS ¥ TUAaTHOCTUKU JAaHHOTO CHHIpPOMA.

3aboneBanue ObuIO BHepBbie onucaHo B 1983 roay neamatpom Ilutepom baprom
npyu HAOJMIOAEHUM 3a TOJUIAHJCKOM CEeMbEl C BBICOKOW MIIAJEHYECKOW CMEpPTHOCTHIO,
MPUYUHAMHU KOTOPOM SIBIISUIUCH UH(MEKIUU WM CepAeYHas HEeJOCTATOYHOCTh, MPU STOM
JUIST HOBOPOXKJEHHBIX OBLJIO XapaKTepHO COYETaHHWE KapJIUOMUOIATHH, CKEJIETHON
MUOTNIATUU U HeuTpornenun. [1epBoiil coyuait 3a0oneBanust oTHocuTcs K 1979 romy, korna
aBTOpbl omucanu X-CIEIJICHHYI0 PELECCUBHYIO KapAUOMHUOMNATHUIO C AHOMAJIbHBIMU
muToXoHApUsaMH [1, 2].

Bo Bcem mmupe uzBectHo 0 151 GompHOM cunapoMom bapra. Yacrota cunapoma
coctasisier 1/300 000400 000 pokAEHHBIX >KUBBIMU. HET pacoBBIX WM 3THUYECKHX
paznuumii. Unensl cembun @onma Cunapoma bapta m ero ¢ummanos xuByt B CIIA,
Kanane, BemukoOpuranuun, Hunepmannmax, Anonwm, Oxuoti Adpuke, Kyseiite u
ABcrpaniuu. J[0 HACTOAIIEr0 BPEMEHM JAaHHBIM CHHAPOM HAWJIEH HUCKIIOYUTEIBHO Y
MykuuH. BospacTHoe pacnpeaeneHue y nanueHToB koneonercs ot 0 1o 49 ner [3, 4].

OcHOBHBIM TeHeTHYeCKUM JedexToM mpu cuHapome bapta siBiseTcss myTtanus B
reHe TadaszuHa. ['eH Bkmouaer 11 SK30HOB M pacHoNoXKEH Ha JJIMHHOM Iulede X-
xpoMocoMmbl — Xq28. VYcranoBieno Oonee 120 pasznuunbix myTtanmii reHa TAZ.
BonbmmacTBO MyTanuii reHa TAZ — 3TO0 MUCCEHC-MYyTalluK, HEOOJIbIIINE UHCEPIIMHU WITH
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nenenun. JIUIe y psijga MalieHTOB UMEETCS MOTeps KPYIMHOTO 3K30HA WM OTCYTCTBYET
BeCh IreH (Tadi.1).

Tabnuya 1. Tunel mytammii rera TAZ y 60nbpHBIX cHHIpOMOM bapra.

Jlokaanzanus Tun myranuu
DKk30H 1-5 Jlenenus 3K30HOB
OK30H 2 CnaBur paMK CUMTHIBAHUS
OK30H 3 Muccenc-myTanus
OK30H 4 Muccenc-myTanus
DK30H 6 Houcenc-mytanus
DK30H 6-11 Jlenenus 5K30HOB
OK30H & Muccenc-myTanus
DK30HEI 8-9 Jleneiyst 5K30HOB
OK30H 9 CnaBur paMK CUMTHIBAHUS
Nutpon 9 JedexT cruraiicuara
Hutpon 10 JedexT cruraiicuara

I'en TAZ xoaupyet amunrpaHcdepasy, KOTopas KaTalUu3UPyeT PEeMOJIECIUPOBAHUE
KapAHOJIUIHMHA B MUTOXOHIpHAJIbHBIX MeMOpaHax. Kapauoaunun urpaet BaxXHyIO poJib B
NOJIEPKAaHUU CTPYKTYPhl MEMOpaHbl MUTOXOHIPHM, TakKe B3aUMOJAECHCTBYET C psAJIOM
MUTOXOHJIpHAJIbHBIX OEJIKOB M Y4acTBYET B MUTOXOHApUaIbHOM anontose. Kapauonunun
CTaOUIIM3UPYET CYNEPKOMIUIEKC AbIXaTeabHON Lenu. [IpsiMo nian KOCBEHHO JOKa3bIBaeTCs
Hanuuue Yy OOJbHBIX CHUHAPOMOM bapTra HeI0CTaTOYHOCTHM MHUTOXOHIPHUATIBHBIX
dhepmenToB I-I11 koMmIekca apIXaTeIbHOM 1eny, HUTOXPOoM-C-OKCUIa3bl U AaXe Jeeun
— TIOJTHOTO OTCYTCTBHS KCIPECCHH MUTOXOHIpHAIbHOTO reHoma [1, 2].

TunuyHbIMM TNpU3HAKAMU 3a00J€BaHUsl SIBJIAIOTCS KapAUOMMOIIATHS, CKEJIETHas
MHOIIATHS, HEUTPOINIEHHSI W MOBBIIMIEHUE SKCKPEIMM C MOYOM 3-METHITIYyTaKOHOBOU
KUCIOTBL. OcoOeHHocTH  3a00JieBaHMs, KOTOpPbIE MEHEE W3BECTHBI, BKJIIOYAIOT
M30JUPOBaHHYI0 JierouHyro HeaoctarouHocTh (LVNC), MoTOpHyrO — 3alepixKKy,
KEJITYJOUYKOBBIE APUTMUH, IJIOXOHM aNNeTUT, YCTaJOCTh U HEMEPEHOCUMOCTh (PU3UYECKHUX
YIIPAXXHEHUMW, JTAKTOALMI03, TUIIOTVIMKEMUIO U PE3KUM MMO3HUN JOTOHSIOIIMN POCT IOCIIE
3a/IEP’KKU POCTA B JIETCTBE.

KapanomuomnaTtus — OCHOBHOM KIIMHUYECKUU MPU3HAK CHHApPOMa bapra ¢ BBICOKOM
pacupoCTPaHEHHOCThIO B paHHEM Bospacte. Y 70% mnaumueHToB ¢ cuHApoMoM baprta
IIPOSIBJIAECTCS KapAUOMHUONIATHAs HA IIEpBOM TOAYy KU3HU. BO3MOXHO codeTaHue
TWIATAIIMOHHON W TUneprpoduyeckol kKapauomuonatuu. Pexe cooOmaercss 00
M30JUPOBAHHON TUNEPTPOPHUUECKON KapAMOMHUONATUU. Y OOJBHBIX CYIIECTBYET PHUCK
KEIIYJOYKOBOW apUTMHUU U BHE3AIIHOM CEPACYHOU CMEPTH, KOTOPBIM 3aBUCUT OT TSKECTH
kapauomuonatuu. CepAcdyHble HAPYLIEHUS SBJISIOTCS OCHOBHOW YIpoO30M ISl JKU3HU
OOJIbHBIX.
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Heittponenus oOHapyxuBaetcs y 90% nanueHToB ¢ cuaapoMoM bapra, oHa MoxkeT
OBITH BBISIBJICHA Y HOBOPOKJEHHBIX YK€ B MYNMOBUHHOW KPOBHU. AOCOJIOTHBIE 3HAYEHUS
HEUTPO(PUIIOB Y HEKOTOPHIX MaJbYMKOB BapbUPYIOT B OTHOCHUTEIHLHO Y3KOM JMalla3oHe,
Ipyrue HUMEIOT WIMPOKHE M HeMpeAcKasyeMble KoJieOaHusi YpOBHS HEUTPOQHUIIOB.
Helitponienusi mpenpacrnoyiaraeT K pa3BUTUIO PA3JIMYHBIX MHOEKIIMOHHBIX 3a00JIEBaHUIA.
Bwmecte ¢ Tem Ha (oHe uHGDEKIIMOHHOrO 3a00JeBaHUS YPOBEHb HEUTPO(DUIOB MOKET
MOBBIIATHCA 10 HOPMAJIBHOTO UJIM CBEPXHOPMAIBHOTO 3HAUCHUSI.

VY OOApIIMHCTBA MaJb4YMKOB MMEET MECTO 3aJE€p)KKa JBUIaTENIbHBIX (PYHKIUU.
[TammenTer ¢ cupgpoMoM bapra MOryr XoaWTh, HO 4YacTO HE JAEMOHCTPUPYIOT
HOPMAaJIbHYIO0 (PU3MUECKYIO aKTUBHOCTb. [Ipyu OMONICHH CKENEeTHOW MBILIIIBI OMpeIeseTCs
HAKOIUIEHUE JIMIIMJA0B B MUOLIUTAaX. B pe3ysbTare HEMPOICUXOJIOTMYECKOTO TECTUPOBAHUS
BBISIBIIFOTCSL Y 4acTU OOJBHBIX HAPYIICHHS 3PUTEIBbHO-IPOCTPAHCTBEHHON OPHEHTALIMH.
VYcTaHOBJIEH MOBBILIEHHBIM PUCK Pa3BUTUS MHCYJIBTOB HAa (POHE TKEIOM XPOHHUYECKOU
CEpJICYHOM HEJOCTATOYHOCTH.

Jig nuarHocTuku cuHapoma bapra HeoOXoIuMMO: KIMHMYECKOe OOcCiel0BaHUE U
BBISIBIICHHE y MaJbYUKOB CHMIITOMOB, XapakKTEepHBIX IS OTOTr0 3aboJieBaHMs,
OMOXMMHUYECKOE UCCIIEIOBAHUE YPOBHS JIaKTaTa KPOBM M MOYHM, aHAIM3 CIEKTpa
OpPraHUYECKUX KHCIOT MOYM M KpPOBU, MOUCK MyTaluid B reHe TAZ MoIJeKyJsipHO-
IFeHETUYECKUMU METOJlaMu y OOJIbHBIX, a TakKXe JAMAarHOCTHKA TIeTEepPO3UTOTHOTO
HOCUTEIIbCTBA Yy POACTBEHHMUI] IIALIUEHTOB.

B Hacrosimee Bpems crneuu(puUUecKkoro JedeHus nOpu cuHapoMme bapra He
CYILIECTBYET, OHO HAIIPABJICHO HAa KOHKPETHbIE CUMNTOMBI. [loanepkuBaromas Tepanus u
NpOQUIAKTUKA HM3BECTHBIX (DAKTOPOB pHCKA MO3BOJSIOT OKa3blBaTh CYLIECTBEHHYIO
noMoib OOJIBHBIM K OOecredynBaTh XOpOIlee KauecTBO KU3HHU. bakrepuanbHbie
MH(EKIMU MOTYT YCIEIIHO JEYUTHCS TpPU NOMOILIM aHTUOMOTHKOB. Mcmonb3oBaHue
JIEKapCTB, coAepkaimux GpakTop pocta KojoHui rpanynouutoB (GCSF), Takxe nmoMorarort
O0opoTbesi ¢ uMHpEeKuusAMU. Takke PEeKOMEHAYIOT IJIUTENIbHOE JICYEHHE MAaHTOTEHOBOM
KuCI0TOM. HazHayaroT KOMIUIEKC IIPENnapaToB, KOPPUTHUPYIOLIUX HAPYIIEHUS KIETOYHON
sHepreTuku [5].

BriBoabI:

1 Cungpom bapra sBiserca X-CUEIUIGHHBIM PELECCUBHBIM 3a00JIEBAHUEM.
Myrtanuu B rene TAZ (Xq28) nmpuBoAST K oTepe ero GyHKIMK, HApYIIEHUIO CTPYKTYPHI
KapIMOJIUIIMHA U OTBEYAIOT 3a (peHotur cuuapoma bapra.

2 XapakTepu3yercs KapAHOMHUOMATHEH, CKEJIETHON MHUOIATHEeH, 3aJep KOl pocTa,
HEUTPONEHNEN U YBEIIMUYCHHBIM COJCPKAHUEM B MOYE 3-METHITTTYTAKOHOBOW KUCIIOTHI.

3 TaxTuka BeAeHUs OOJBHBIX B IMOCJEIHUE TOJAbl IMpETEpIeNa HU3MEHEHHUS, UTO
IIPUBEJIO K TOBBINICHUIO MPOAOJDKUATEIIBHOCTH WX JKHM3HU. Jleuenue cuHiapoma bapra
HaIpaBJICHO HA KOHKPETHBIE CUMIITOMBI.
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