HNH®OPMAIIUSA 3A:

HaumeHnoBaHHe Ha 3a00/15IBaHETO

PascTpoiicTBa B 0OMsiHaTa Ha MUpPyBara ¥ INIIOKOHEOTeHe3aTa

OnpenesieHne Ha 3260/1BaHETO

JlebuuuTsT Ha nupysat Aexuaporenasa (PDHD) e psaaxo meBpoMeTabonuTHO 3a00NsBaHe,
XapaKTePH3UPALIO Ce C IMHPOK CIEKTHD OT KIMHHYHM NPH3HALM C METa0OIUTHH U
HEBPOJIOTMYHH KOMIIOHEHTH C pa3/IMyHa TexecT. [[posBHTE BapHpaT OT YecTo daraiHa,
TEXKa, HEOHATAIHA alu/103a A0 HEBPOJIOTHYHH pa3cTpoicTBa no-kbeHo. lllect noarumna,
CBBp3aHH Che 3acerHarata cybeqununa Ha PDH xoMiiekca, ca pasno3HaTH ChC 3HAYUTENHO
KIMHHYHO NpUIOKpHBaHe. KiMHUYHATa KapTHHA Ca XapaKTepU3upa C TEXKA JIaKTaTHa
alu03a, XUIepaMOHEMHUs, JIOLIO XpaHEHe, JIETAprus, TAXMITHES U HEBPOJIOTHYHA
cuMnToMaTka. CHMITOMHTE MOTaT Jja Ce MOABAT B IEPHOJHU Ha CTpeC WM 3abonsaBaHe.

Yerupuuudpen kox Ha 3a6oasBaneTo no MKB-10 (ako TaKbB € HAJTHYEH)

E74.4

Kon na 3a6onsBanero no Orpha code

ORPHA:765

EnuaemMuo/Iori9Hy JaHHH 32 3a6oasaBanero B Peny6inka bnarapus

Jluncear JaHHM 3a 4ecToTaTa Ha AeHIMTA Ha MUPYBaT AeXHAporeHasara B bwiarapus. B
MoMeHTa ce npocnenssat 16 nauunentu ¢ PDH nox 18-roguinna B3pacT.

B T.4. HayyHH ny0JMKAaIMH OT NOCJEAHATEe NeT TOAUHM H NPHJIOKEHA
oubanorpadcka cnpaBka

3a Brirapus naHHuTe ca 16 qoka3zaHy NalMeHTH ¢ AeQUIMT Ha MHPYBAT AeXHApPOreHas3a

EnuaeMuoJIOriyHu JaHHHU 32 3a0oaaBaHeTo B EBponeiickus cbio3

Hsima nannu 3a yectoTara Ha 3abonsBaneTo, nocouesa B Opdaner 1 na 1000000

B T.4. HayyHH ny0JMKAaOHH OT NOCAeAHHTE NeT TOJAMHH H NPHJI0KeHA
oubamorpagcka cnpaBka

Training state and fasting-induced PDH regulation in human skeletal muscle.

Gudiksen A, et al. Pflugers Arch 2018

Role of the Pyruvate Dehydrogenase Complex in Metabolic Remodeling: Differential
Pyruvate Dehydrogenase Complex Functions in Metabolism




Park S, et al. Diabetes Metab J 2018 - Review. PMID 30136450

Ouenka Ha cLoTBeTcTBHETO Ha 3abosisBaHeTO ¢ AeMHUOHUATA 3a pAaKo 3a0oaaBane
CHIIACHO § 1, T. 42 oT JoNbIAHKTEIRHTE pa3nopenou Ha 3akoHa 3a 3paBeTo

Hedunura wHa mupysar ACXUZApOreHasaTta € B ChOTBETCTBHE C AehUHULHMATA 33 psKO
3a0ongBaHe CBHIIACHO §1, 1. 42 or pmousnEMTeNHHTE pasnopen®bu Ha 3akoHa 3a
3ApaBEONIa3BEHETO.

Kpurepuu 3a AMATHOCTHIIHMpaHe Ha 3a60JBaHeTO

Kpurepuure 3a nocrassue na nuarmosara Ae)UIHT Ha mHpyBat ACXHIpOreHasaTa ca paHHO
Ha9ajl0 Ha HEBPOJIOTHYHO 3a6ONABAHE H HEOOSCHHMA JIaKTaTHa anuao3a, ocobeHo ako MMa
CTPYKTypDHM MO3BYHH aHOMaIMH. B MHOro ClIydan KOHUCHTpaUWATAa Ha JaKTaT B
11epeOpOCIIMHAIIHATA TEYHOCT (CSF) e Hemponopumonaso IIOBHIIICHA B CpaBHEHHE C JIaKTaTa
B KpbBTa. OKOHYATENHATA AMArHO3a Ce MOCTaBs 1pe3 NOKa3BaHE Ha AHOPMAJIHA E€H3HMHA

YHKIIHSI,

B T4. nayunm ny6amxammm or HOC/ICHNTe NEeT rOAMHM W NPHIOKEHA
OuGinorpageka cnpaska

8. Asmxuesa-T3apemra ]I, Mutoxonnpranan Gonecr, ctp. 111-113, Ilemuarpus,
Y4ebuuk 3a cTynenTH no Menenena TOX pefakiuaTa Ha ipod. U. Jluteunenko 1 poi,
M. ABmxuena-T3apemna, Usnarenctso »Apbunuc®, Codus, Brarapus, 2019

9. Ammxuesa JI, [Tauteneena E., Muroxonapnanuu xenaronarum. IpaxTuyecka
neauarpus. 2015;6:10-16

10. Kagem A, ABmxueBa-T3aBenna H., Kocrosa II., Tungera P. Kerorenna nuera B
Boirapus. MEDINFO 07 2014, 38-41

11. Avdjieva-Tzavella D., Mihailova S., Lukanov C., Naumova E., Simeonov E.,
Tincheva R., Toncheva D. Mitochondrial DNA mutations in two Bulgarian children
with Autistic spectrum disorders. BIMG. 2012; 15(2): 47-53

12. Pagesa B., Haymosa, C.Muxaiinona, . ABmxuesa, M.Cranyepa, Hosu T€HEeTHYHH

BapHaHTH Ha KOMIUTMKC V-ATd cHHTeTa3a;ATP6, Ileamatpus,1/2007, 19-21

13. Annual Symposium of the Society for the Study of Inborn Errors of Metabolism
Rotterdam, The Netherlands, 3- 6 September 2019, Journal of Inherited Metabolic
Disease, Volume 42, Suppl. 1, September 2019, Delchev T, Kathom H, Avdjieva-
Tzavella D, Tincheva R, Three cases presenting with various clinical manifestations of
homozygous R446* mutation in the PDHX gene, E-106, pp 352

14. European Human Genetics Conference, Milan, Italy, June 16-19 201 8, R. S. Tincheva,
T. N. Delchev, H. M. Kathom, D. M. Avdjieva-Tzavella,
E-P06.03 - When mitochondria hide among the tiger stripes

Aur OPHTMH 32 Lmarnoc"muupaﬂe Ha 3a601sBaHeTO

Bewuky nanuentu cbe ceMuenue 3a AeuuMT Ha nupyBaT ACXuIporeHasara Tpsa6ea ga 6naar

obnacTra Ha MeTaGoMUTHHTE 6onectn. Exunsr TpsiOBa Ja BKIIIOYBa CICIMAJINCTH B 00JIacTTa
Ha: neauaTpusara, KIMHHYHATA TCHETHKA, HEBPONOTHMATAa, OOJIECTH Ha obMsHara,
MOJICKYJIIpDHA F'€HETHKA, T€HETHYHATA KOHCYJITaIus.




BHOXI/IMI/I'{HI/ITC AHOMAaJINH MOTaT J1a BapHpAT OT TEXKKa JIaKTATHA anuao3sa
IIOABABAIH CE MAJIKO CJIEQ paXXAAHETO IO JIEKO HOBHINEHO HUBO, KOETO OOHKHOBEHO cji€aBa

pe3oHanc (MRI) u MarHHUTHO-PE30HAHCHA CIIEKTPOCKOIIHS (MRS) morar ga pasKkpuaT
CTPYKTYPHH HapyIIEHHUs Ha MO3bKA, CBEP3aHH C TEXKO 3a6onsBane. OKOHYATeNHA MHATHO3a
MOXe 1a 6b/ie IoCTaBeHa Ype3 q0Ka3BaHe Ha aHopManHu HuBa Ha PDC ensuma B JIEBKOLIUTH,
$ubpobnactu win ot THKanHa 6uorcus.

B T.9. Hayumm ny6amxamum or MOCTCAHUTE MeT rOAHHH H NpUJIOKeHa
0ubamorpadcka ClipaBKa

1. Apmxuera-Taapesa ., Mutoxonapuanuu Gonectw, ctp. 111-1 13, Tlennatpus, Yuebuuk 3a
CTYACHTH 110 MeJieLieHa N0/] peNaKLMATa Ha npod. H. Jluteunenko u nory. M. Asnxuesa-Taapenna,
Mznarencrso ,,ApGumuc, Coowus, Bearapus, 2019

2. Aspxuesa JI, ITanreneepa E., MutoxoHapuanuu xenaronaruu. IMpaxTuuecka nedaTpus.
2015;6:10-16

3. Kagem A, Apmxuesa-T3asesna H., Kocrosa I1., Tunuena P. Kerorenna nuera B Bruarapus.
MEDINFO 07 2014, 38-41

4. Avdjieva-Tzavella D., Mihailova S., Lukanov C., Naumova E., Simeonov E, TinchevaR.,
Toncheva D. Mitochondrial DNA mutations in two Bulgarian children with Autistic spectrum
disorders.BIMG. 2012; 15(2): 47-53

5 .PanesaBb., Haymoga, C.Muxaiinosa, . ABmxuesa, M.Cranyea, Hosu TeHETHYHH BapHaHTH Ha

KOMIUTHKC V-AT® CHHTeTa3a; ATP6, He,ana’rpm,l/2007, 19-21

6. Annual Symposium of the Society for the Study of Inborn Errors of Metabolism Rotterdam, The
Netherlands, 3- 6 September 2019, Journal of Inherited Metabolic Disease, Volume 42, Suppl. 1,
September 2019, Delchev T, Kathom H, Avdjieva-Tzavella D, Tincheva R, Three cases presenting
with various clinical manifestations of homozygous R446* mutation in the PDHX gene, E-106, pp 352

7. European Human Genetics Conference, Milan, Italy, June 16-19 201 8, R. S. Tincheva, T. N.
Delchev, H. M. Kathom, D. M. Avdjieva-Tzavella,
E-P06.03 - When mitochondria hide among the tiger stripes

ANropHTMH 32 JiedeHHe Ha 3ab0JBaHeTO

Bewuku  tesu nposieu TpsibBa sma 6BJaT aKTHBHO npodunaktupanu — OTKPMBaHH U




NpeMaxBaHM cBOeBpeMeHHO. Heobxomumo e PETYISIPHOTO HU3CHEABAHE Ha AMOHSK, ITbHA
KpBBHA KapTHHA, CEPYMHO Xelsa30, 06 Oentek, anbymMmH, KamIHeBH HHUBa,
eleKTpoeHnedantorpama, PeHTreHorpadgus 3a mnpocnensBaHe Ha KOCTHATA BB3pacT H
CTPYKTYpa H IICHXOMETpPHSI.

IIcuxocoumansa momor ce Hanara TIIOpaxy XpOHUYHHS XapaKTep Ha 3a00NABaHETO M
1YBCTBOTO 3a CTMIMaTH3HpaHe, MOpalid HEeOOXOMMMOCTI OT CTPHKTHO CIa3BaHE Ha CHJIHO
PECTPUKTHBHA AMETA.

JlieToNne4YeHHeT0 € OCHOBHHS HAYMH 32 KOHTpon Haj 3abonsBaHeTo, 3aemHo ¢
KETOT€HHa J[HeTa.

B T.4. HayuHm ny6amkammm ot DOCIeAHHTEe NeT TOAMHH H NPHJI0XKeHA
Oubauorpadceka cnpabka
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MEDINFO 07 2014, 38-41
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disorders.BIMG. 2012; 15(2): 47-53
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Netherlands, 3- 6 September 2019, Journal of Inherited Metabolic Disease, Volume 42, Suppl. 1,
September 2019, Delchev T, Kathom H, Avdjieva-Tzavella D, Tincheva R, Three cases presenting
with various clinical manifestations of homozygous R446* mutation in the PDHX gene, E-106, pp 352

7. European Human Genetics Conference, Milan, Italy, June 16-19 2018, R. S. Tincheva, T. N.
Delchev, H. M. Kathom, D. M. Avdjieva-Tzavella,
E-P06.03 - When mitochondria hide among the tiger stripes

AnropuT™H 32 pocaensiBane Ha 3a00BaHeTO

Beuukn manmentn ¢ AeQUIMT Ha NHpyBaT A€XulporeHasara Tpabsa Ja OwBJaT peloBHO
Ha0IoNlaBaHH C O6CTOMHA MeIMIHHCKa ONCHKAa Ha CBCTOSHHETO HAW-MaJIkO €OMH ITBT
TOANIIHO, KaTO 33 AeNaTa HPOCIeAIBAHETO € BA IIHTH FO/HIIHO.

B T.u. Haywnm nyGumxanmm or NOCACIHATE NeT TrOJWHM M NPHIOKeHa
Oubmorpagexa cipaBxa

1. ABmxueBa-T3aBena ., MuToxouapHanyu Gonectu, ctp. 111-1 13, Nenuartpus, Yue6uuk 3a
CTYACHTH M0 MEACLIEHA IO peHAKIMATA Ha npod. U. JIuteunenko u gou. H. Apmxuesa-Taasenna,
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2. Aspxuesa [, ITanreneena E., Muroxoxnpuanau xenaronaruy. IlpaktHuecka nenuaTpus.
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3. Kanpm A, Asmxuena-T3age/na M., Kocrosa I1., Tuxuesa P. Kerorenna nuera B Brarapus.
MEDINFO 07 2014, 38-41
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Toncheva D. Mitochondrial DNA mutations in two Bulgarian children with Autistic spectrum
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AJ]FOpldTMﬂ 3a pexaﬁnJmTaunﬂ Ha 3a0onsaBaHeTO

Crenuduuna pexabunuramnus TIpY MAIHEHTHTE ¢ neULUuT Ha NHPYBaT JEXHApOreHa3ara
HE ChINeCTBYBAa. IlamueHTuTe TpabBa ma cmaspar HpCHOPBKHUTE, NAleHH OT JIEKyBalIuTe
CIICHMAJIMCTH 3a [a Ce ITIOCTUTHE 0-1006p eEKT OT JIeYeHHeTO.,

B T.u. Hayunm nyGamkampm or NOC/ICHUTe NEeT TOAMHH M HPHJIOKEHA
0ubsmorpagicka cnpaska
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Heobxomumu feiinoctn 3a npodunakTHka Ha 3aoJsBaHeTo (axo TakuBa ca
TNPHJIOKHMH)




B noseuero cnyyan 3a6ongpanero co ABJDKK Ha MyTaunu B PDHA1 rena # o to3u maang ce
HacnensBar karo X-CBbp3aH JOMHHHpam 6ener. Tri KaTo NaufeHTHUTE OYTH BUHATH UMAT
TEXKH CHMIITOMH M 3HAYUTETHO HAMAJISBAT HPOIBDKATENHOCTTA HA XKUBOTA, HOBEYETO HOBH
CilyHqau ca cniopannynu. Hacnenssanero na Beaaky Apyru ¢opmu Ha PDHD e aBTo30MHO
PELIECHBHO.

Heob6xonumo u nposexaanero na MCIMKO-TeHETHYHA KOHCYIITAlMs Ha 3aCeTrHaToTo
CEMeEHCTBO.

B T.4. Hayunu OyO0IHKaHH OT mocJeNHHTe mer TOAHHM M NpPHIOXKeHA
6ubanorpagcka CpaBKa

1. Amxuera-T3apesia M., Mutoxonapuanuu Gonecty, c1p. 111-1 13, Neaunatpus, YueGHuk 3a
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disorders.BIMG. 2012; 15(2): 47-53
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KoMIuTHKC V-AT®D cHHTeTa3a; ATD6, Iequatpus,1/2007, 19-21

6. Annual Symposium of the Society for the Study of Inborn Errors of Metabolism Rotterdam, The
Netherlands, 3- 6 September 2019, Journal of Inherited Metabolic Disease, Volume 42, Suppl. 1,
September 2019, Delchev T, Kathom H, Avdjieva-Tzavella D, Tincheva R, Three cases presenting
with various clinical manifestations of homozygous R446* mutation in the PDHX gene, E-106, pp 352

7. European Human Genetics Conference, Milan, Italy, June 16-19 201 8, R. S. Tincheva, T. N.
Delchev, H. M. Kathom, D. M. Avdjieva-Tzavella,
E-P06.03 - When mitochondria hide among the tiger stripes

Hpennoxenns 3a opranmsanus ma METUITHHCKOTO 00cTy’KBaHe HA MANMEHTHTe W 3a
buHAHCHpaHe Ha choTBeTHHTe AeiiHOCTH, choOpazeHn ¢ AeficTBamarTa B cTpaHaTa

HOPMATHBHA ypenga

npocnenssane B KitmHu4Ha reneTnka na CBAJIZIB ,IIpo¢. Visan Mures®, otroBaps namsHo
Ha CTaHapTHTe 32 106pa MeAHUMHCKA IPAKTHKA 1 TIOKpUBa BCHIKH CBETOBHU IPEHOPHKY 32
AHarHOCTHKA M IIPOCEAABaHE Ha NAIMEHTH C TORA 3abomsBane.

Onncanne Ha onura ¢ KOHKPETHH HAaUMEHTH ChC CHOTBETHOTO PsiIKko 3abonsBane (ako
HMAa TaKbB)

Or 2016 r. B exuma yqaCTBa M JHETONOT, KOHTO na u3paboTBa u MOHHTOpHpa
JUETOJICICHHUETO Ha IIAI[HEHTHTe.




