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KANHUYECKnn cny4vawm:
OcobeHHOCTU ANArHOCTUKU N NNeYeH S
reHeTUYeCKU NeTEPMNHUPOBAHHOMN
KapanommonaTuu Ha npumepe cuHapoma bapra



CuHapom bapTa

e yacTtoTa 1:300 000-400 000 1
e X-cuenneHHoe 3aboneBaHue (XpoMocoMHas NoKanusaums — Xq28)

* MyTauua B reHe TAZ, B pe3y/bTaTe HapywaeTca paboTta ero npoaykta, pepmeHTa TadpassuH,
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Barth Syndrome in Adulthood: A Clinical Case
Sindrome de Barth en la edad adulta: un caso clinico -
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KAMHM4YeCcKne npoABaeHUA:

* Kapanomuonatma (obbl4HO AMnaTauMOHHASA, MHOTAA C HEKOMMAKTHOCTbIO
N1IeBOTO »enygouka u/mnm ¢pnbposnactosom sHAOKapaa)

* Heutponenma (moxeT ObiTb  XPOHMYECKOW, UHTEPMUTTUPYIOLLEN,
LLMKNNYECKOMN)

* Hu3Kaa mbilleyHaa macca U mbilieyHan cnaboctb
* 3a4eprKKa pocTa U pa3BUTUA
 HenepeHocuMoCTb PU3NUECKUX YNPAXKHEHNN N TPYAHOCTU B OByUEeHUM

* [lpobnembl ¢ KopmaeHuem (Hanpumep, 3aTPyaHEHUA MNpPU COCAHUMN,
[MMOTAaHUU WAN XKEeBaHWUWU; OTBPaALLEHME K HEKOTOpbIM BuMAAM MWLM,
n3bupartenbHoe UaAu NpuBepeaIMBoe NUTaHNE; YacTasd pPBOTA).

* 3-MeTUAIrNYTaKOHOBAaA aunaypua



KnnHnyeckue npossnenums (2):

* HusHeyrpoxxawwme aputmmm (YyaIMHEHHbIN
KOppuUrnmpoBaHHbIN MHTepBan QT, }kenyao4ykoBaa apuTtMmma)

* UndekumnoHHble ocnoxxHeHua ( B T.Y. peunansupytowme
A3Bbl BO PTY)

* [unornukemus, B TOM YNCNE TUMOINNKEMMA HAaTOWaK (YaLle
BCEro B nepmoa HoOBOPOKAEHHOCTH)

* fTunoxonecrepmHemuA
* MbiWweYyHO-TOHUYECKMN CUHAPOM C rMnepaHanbresnen
* [eHepann3oBaHHbIN OCTEONOPO3



MauuneHT XK., 33 ner
noctynun B8 HMUUK nm.ak.E.U.Ha3o0Ba 19.01.2023 r

*anobbl Ha:

- OAlbILKA NPU MUHMMANbHOM PMn3nNYyeckon Harpyske (moabem Ha 2 NeCTHUYHbIN NPONET)
- NPUCTYMbI YY4aLLEHHOro cepAaLuebuenHmna npu He3HauYnTeENbHOM GU3NYECKOM Harpys3Kke

- NOCTOAHHAA cNabocTb, bbICTpaa yTOMNAEMOCTb

* ANnnepronorMyeckM aHamHes:

He OTAroLlLeH

* Mpod. BpegHOCTN:

OTpuuaer

* [lononHuUTenbHble AaHHbIE:

OKoHumn 11 Knaccos, npoyuunnca B BY3e 2 Kypca, 3atem paboTtan anekTpomMoHTa*KHUKom o 2022 roaa
* BpeaHble NPUBbIYKMK:

KypeHue ¢ 17 net no 0,5-1 nayke B AeHb, 6pocnn B ceHTAbpe 2022r



AHamHe3 3aboneBaHua (B3pocabin):

|

HasHauyeHue neyeHue:
Carybutpun+sancapTaH 25 mr 2p/a,
buconponon 2,5 mr

onnepeHoH 25 mr

‘—

|

Mpnem Kypcamwu:
-L-KapHUTUH

- KosH3num Q10

- MUNOPOHAT

C neta 2022 ropa yxyalweHue
COCTOAHME: NpOorpeccnmpoBaHue
OAbILKN MPU MUHUMANbHOM
dU3MYECKOM Harpyske

Mo 9xoKI ot 17.08.2022r:
O6bem /1M-44 mn

KAP-5,0 cm

KCP-3,8cm

®B-44-45%

S MMM-19,5 cm2

N3P MXK -4,2 cm, noBbILWLEHHAA
TpabeKkynapHocTtb MK

7

focnuTanusauua B
drey HMMUK
nm.ak.E.U. Yaszosa
MwuH3apaBa
Poccuun
19.01.2023
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OcmoTp nayumeHTa:

* [1y6OKO nocaKeHHble [N1a3a

* Bonblume ywun, KoTopblie ¢ BO3pacToM npuobpenm
BMJ, OTTOMbIPEHHbIX

* «[HycaBoOCTb ronoca»

 Chabopa3Butaa MycKynatypa (ocobeHHO pyKk u
HOr)

e OTeKoB HEeT, neyeHb He YBENINYEHQ,
OTPULATENbHbIM  renaTolrynAapHboln - pedtoKc,
XPUNOB HET

e TLUX 156m
* PUTM npaBuabHbIN, Nyabe 89 ya/muH

* Al 100/70 mm pT.cT.
* N36biTOYHOE NoTpebneHmne cnagkoro!

B cpedHem cvedaem 5-10 nayek mapmenada 8
O0eHb
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Pe3ynbTratbl NnabopaTopHbIX aHA/IN30B:

OAK
" awaenne Egnt . [[Peocpenc
dputpountbl 5,02 10*12/n 4,70-6,10 edepetc

femornobun 14,40 r/on 13,00-18,00 NT-pro-BNP 6074 AL 0-125
[eMOTOKPUT 41,8 % 42,0-52,0 A A En/n SRl
Neiikountsl 5,4 10*9/n 4,8-10,8 ACT 40,0 Ea/n 3,0-55,0
et | ik I — 19-8.0 06. bunnpybmn 12,8 MKMOAb/ N 1,7-20,5
ToomGounTsl 202 10*9/n 130-400 )égﬂf”ep”” >30 MMOT6/ 3,20-5,20
o3 2,0 "’”"‘/ Hac 0-15,00 AMHM 2,17 MMONb/ 0,08-4,00

Tpurnnuepungbl 0,90 MMONb/ N 0,50-1,75

mm

[noKo3a 4,80 MMOAb/N 3,50-5,80
benok 0,13 0-0,15

KpeaTuHuH 88,6 MKMOb/N 63,0-111,0
YoenoHbit Bec 1034 1015-1026

CK® (CKD-EPI) 98,2 mn/muH/1,73KB.Mm
[ntoKo3a 0,3 MMOANb/N 0-2,8

Kanum 4,5 MMOb/N 3,5-5,3
IPUTPOLUTDI 0 Ap/MKn 0-17

HaTpuii 138,0 MMONb/N 138,0-153,0
JlenKouuTbl 1 Nen/mkn 0-20

Xnop 105,0 MMOANb/ N 98,0-108,0



dXoKapauorpadpus:




MPT cepAaua C KOHTPACTUPOBAHUEM:




XONTepPOBCKOe MOHUTOPUpOoBaHue IKI

(Ha doHe Buconponona 5 mr/cyr)

* CUHYCcOBbIM puUTm co cpeaHen YCC 78 ya/muH (MUH 62ya/mMnH, MmaKc.
118 ya/muH)

* 3aperncTpnupoBaHo:
- 37 OAMHOYHbIX }enyago4YKOBbIX SKCTPACUCTON

- 411 oANHOYHbIX HAAXKeNYyOA04YKOBbIX 9KCTPACUCTOA, 2 KynaeTa
HaQKeNyao4KOBbIX SKCTPACUCTON, 1 NapOKCU3M HaaKeNnya04KOBOW
TaxnKkapanu (19 komnnekcos ¢ makc. YCC 148 ya/muH)

e OTCYTCTBYET NaTo/iornyeckoe yaamHeHue nHtepsana QT
-Mpun YCC 53 ya/muH QT=430mc
-Mpun YCC 120 ya/munH QT=320mc



YnbTpa3ByKoBoe uccsieaoBaHue nepudepruiecKkmux aprepmia:

* ATepocKknepoTtunyeckme nameHeHna CA c MakCMmymom cTeHo3a 45-
50% nesoun OCA.

* ATepocKknepoTmyeckme nameHeHma bA ¢ makcmumymom cteHo3a 35-
40% npasoun OBA.



KopoHapoaHruorpaoua:




Jlunnporpamma, an (a), romoumncTenH

nn(a)

fomoumncrtenH 6,89
Obui.xonectepuH 3,81
JINHM 1,62
JINBIM 1,68

Tpurnnuepugbl 1,13

MKMOJb/ N
MMOb/N
MMONb/ N
MMOAb/N

MMOb/N

0-0,5

5,46 — 16,20
3,5-5,2
0,08-4,0
0,9-1,89
0,5-1,75



[TcUXoNOrMyeckni cTaTyc NnaumeHTa:




3aKknoyeHue reHeTnka ®Irby «Meaunko-reHeTu4yeckoro
Hay4yHoro ueHtpa um ak H.Il. boukoBa »

AHanus opraHnN4yeCKmnx KUCNI0T B MoYe

HanmeHoBaHue Pesynbrar m EA. usmepeHua

2-rnapokcmmnsobytmpaTt 5,08 MmM/monb CRE
3-rmapoKkcubyTupar 6,19 0-3 MmM/monb CRE
3-MeTUAN-INYTAaKOHOBAA K-Ta 83,27 0-9 mM/monb CRE
3-MeTuUn-rnyTapoBan K-Ta 9,24 0-7 MmM/monb CRE

[eHeTn4YecKmnn aHanns3
B sk30He 4 reHa TAZ (TAFAZZIN) BbianeH BapunaHT: NM_000116.5:¢/367C>T(p.Argl23*) B reMU3NroTHOM
cocTosiHMK (rnybmnHa NOKPbITUA TOUYKN X347)

MaToOreHHbIM BapnaHT B MeXAyHapoaHbIx 6a3ax no
myTaumnam:HGMD, ClinVar, ACMG

MOJIEKYNAPHO-TeHeTUYecKkoe noarsepKaeHue
cuHapoma baprta



KanHnyecknm amarHos npu BbinuckKe:

 OcHoBHOe 3aboneBaHue: HacneacrtseHHas KapamommonaTtusa. CnHapom bapta
(KapanockeneTHasn MuonaTuma C HENTponeHueu n aHOMa/1IbHbIMM

MUTOXOHAPUAMM, 3- MeTUArnytTakoHosasa aumaypusa tvn |l OMIM: 302060),
noATBEPXKAEHHbIN MONEKYNAPHO-TeHEeTUYECKUMMU nccnegoBaHUAMM.
XpoHMYeckana cepaeyHas HeaocTtaTouyHocTb 2A ctagua, || PyHKUMOHANbHbLIN
Kacc.

 Ocno)XHeHue: HapyweHne puTma cepaua: OAMHOYHAs HaaKenyao4vkoBas W
¥eya04YKoBas IKCTPACUCTONMS.

e ConyTtcrBylowme: ATepocKknepos bpaxmouedanbHbix apTepuit (cteHo3bl Ao 50%),
apTepuUin HUMKHUX KOHeyHocTer (cteHo3bl Ao 40%). HayanbHbI aTepoCcKnepos
KOPOHapPHbIX apTepuit.



MeTtabonunyeckasa Tepanmsa cuHapoma bapTa asnaetca
cnocob6om BbIbOpa B CUTYaLMKN OTCYTCTBUA
naToreHeTUYeCcKou Tepanmu

* MutoxoHApunanbHble KOPaKTopbl (TMAMWH, NaHTOTEHAT, pubodnasuH,
HUKOTMHamMmunA, BUTaMuH E n sButammH C) — cmecb BUTaAMUHOB U
MMWHEPaNoB, Ha3Ha4Yaemaa MHANBMAYaAbHO B 3aBUCMMOCTMU OT
noTpebHOCTM NaunueHTOB

e KosH3mm Q10 - KnpopactBopmmoe BUTaMMHONOA0OHOE BELLECTBO,
NPUCYTCTBYIOLWLEE B KaXKA0MN KNETKE OPraHMU3ma U CAYKUT KOPEePMEHTOM
AN HECKOIbKUX KNtoveBbIX GepMeHTAaTUBHbIX 3TanoB NPOU3BOACTBA
SHEPrUn BHYTPU KNETKMU N MUTOXOHAPUANbHOWU LEeNnn nepeHoca
3N1eKTPOHOB. Ko3H3nm Q10 MOXKeT TaKXKe AeNCTBOBAaTb KaK aHTUOKCUAAHT,
B 3aBMCUMOCTU OT SHEePreTUYeCcKoro CTtaTtyca K/1eTKU

* L-KapHUTUH -PU3nonornyeckoe BeLLLecTso, Heobxogmumoe AN
NPOW3BOACTBA SHEPINM N MeTaboM3Mma }KMUPOB.



CoBpeMeHHble peKoMeHaaUnm No NeYeHUto
XCH ¢ npomeKyTo4HOM U coxpaHHoun OB

PekomeHpgauum PKO no neueHUo XpOHUYECKO cepaevyHON HeA0CTaTOYHOCTH, 0406peHHble HAYyYHO-NPAKTUYECKUM
cosetom MuH3gpasa P® (2020 ropn)

JleueHne CHn®B, HanpaBneHHoe Ha ymeHbweHUe | JleueHne CHc®B, HanpaBneHHOe Ha YMeHbLUeHUe
CMMNTOMOB,  YyAydlleHMe  Te4yeHua U npPorHo3a A CUMNTOMOB, yayywieHue  TeyeHwuA U npPorHosa

3aboneBaHus 3aboneBaHus

e Y nauneHToB ¢ cumntomaTnyHom XCHndB ¢ Y nauymeHToB ¢ CHC®PB 1 cHMHYCcOBbIM pUTMOM
PEKOMEHAYETCA PAacCMOTPETb BO3MOXKHOCTb npuema -AB, | pekomeHayetcs HasHadyeHue MATNP/APA, B-AB,
paspeweHHbIX Nnpu XCHHOB, AHTAarOHUCTOB a/1b40CTEPOHA C LEe/bio CHUXKEeHUA PUCKaA
nAN®/APA/BancaptaH+cakybutpun** n aHtaroHmcros rocnutaamnsauni, ceaszaHHbIX c obocTpeHnem CH.
aNbA0CTEPOHA, C Le/NIbI0 CHUXKEHUA PUCKA CEPAELYHO- EOK IIbB (YYP B, yAA 2)

COCYAMNCTOMN CMEPTU 1 rocnuTanmsaumm ns-3a XCH.
EOK HeT (YYP A, YAL 2)



|V|€,£I,VIK3N\€HTO3HaFI TeparnnAa rnpu BbllMMCKeE:

* KaHaecapTaH 4 mr/cyT

* Buconponon 5 mr/cyt

* CNMUPOHONAKTOH 25 mr/cyT

e ATopBactaTuH 20 mr/cyT

e AuetTnncanuumnosasn Kucnota 100 mr/cyT
* L-kapHUTUH 500 mr/cyT

e KoaH3uH Q10 100 mr/cyT



MeankameHTo3HOe ne4vyeHune
Ha3HayeHue uHeubumopos SGLT2

MeTta-aHanus DELIVER n EMPEROR-Preserved s ccrongs it oy
LVEF Range ——— : ATP
DELIVER (n=2,116) + 0.84 (0.69-1.02)
LVEF 41 .49% EMPEROR-Preserved (n=1,983) _— 0.71 (0.57-0.88)
Overall ; HR 0.78; 95% Cl 0.67-0.90
- P<0.001 |
DELIVER (n=2,256) —@—  079(064-099) EMPAGLIFLOZIN
LVEF 50-59% EMPEROR-Preserved (n=2,058) —l— 0.80 (0.64-0.99) —
Overall : HR 0.79; 95% C1 0.68-0.93 100+ . 100+
- . P=0.003
DELIVER (n=1,891) —a— 0.76 (0.60-0.96) > >
LVEF 260% EMPEROR-Preserved (n=1,947) —I— 0.87 (0.69-1.10) .g 5 g 5
Overall g HR 0.81; 95% CI 0.69-0.96 g g
5 P=0.01 § g o Z! 2 o -
: i~ = -10
Pholamgomlty =0.42 0.:':0 0.'75 1.'00 1.I25 g?‘ gg
2 2
M. Vaduganathan, ESC Congress 2022
-100 - > -100 = -
Glucose Ketone Fattyacid Glycolysis Glucose Ketone Fatty acid Glycolysis
oxidation oxidation oxidation oxidation oxidation oxidation
Lopaschuk GD, JACC Basic Transl Sci. 2020 22;5(6):632-644
M'Mnornukemuma
8:00 3,5
. o Cﬂa6OCTb, COHNNBOCTb
HOanarnndnosut 10 mr 12:00 3,0 +  FoNOBOKpYKeHHe
16:00 3,0
20:00 51




[1MnHaMKKa COCTOAHMUA NaLUMeHTa

NT-proBNP, nr/mn  607,4 519,5
TLUX, m 156 298



Bonpochkl ana obcyxaeHus:

1) Ponb meTtabonnyeckom tepanmm B N€YEHUU FeHETUYECKN AeTEPMUHUPOBAHHbIX
KapagnommonaTtui (Ha npumepe cnHapoma bapTta)?

2) BO3MOXHOCTU Ha3HaAYeHUA NeYEeHUA COracHO pPeKomMeHJauuaM Mo cepaeyHou
HeJ0CTaTOYHOCTU NMPU reHeTUYECKN AeTepPMUHUPOBAHHbLIX Kapanommonatuax (Ha
npumepe cnHapoma bapra)?



bnaropapto 3a BHMUMaHuKe!
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