Vyrocni zprava
Ustavu dédiénych metabolickych poruch 1. LF UK a VFN
za rok 2014

1. Zvané prednasky:

V. Kozich, 2014 COST Training school on Gasotransmitter Biology and Chemistry, Capri;
Canonical and alternative reactions of hydrogen sulfide producing enzymes / Genetic defects
(pfednaska); Problem based learning section on the biochemistry and genetic defects of
hydrogen sulfide producing enzymes (workshop leader).
V. Kozich, 2014 FASEB Science Research Conference — Folic Acid, Vitamin B12 & One
Carbon Metabolism, USA: Sulfur Amino Acid and Hydrogen Sulfide Metabolism in
C.elegans: A Model for Human Diseases.
V. Kozich, SSIEM 2014 Innsbruck: Newborn screening programs: are there technical
solutions to ethical dilemmas .
V. Kozich, Regional conference on Rare Diseases (CHAFEA), December 2014; E-HOD Joint
Action.
S. Kmoch, Pediatria pre prax, 54. pediatrické dni, Bratislava: Soucasné moznosti a limity v
odhalovani genetickych pricin nemoci.
S. Kmoch, XXIV. Biochemicky sjezd 2014, Bratislava: Soucasné moznosti a limity v
odhalovani genetickych pricin nemoci.
S. Kmoch, Imunoanalytické dny 2014, Plzen: Vzacné genetické varianty u Mendelovskych a
komplexnich onemocnéni.
S. Kmoch, 35. kongres Ceské nefrologické spolecnosti, Praha: Hleddni piicin autozomalné
dominantniho tubulointersticidalniho onemocnéni ledvin.
S. Kmoch, Joint Meeting of Paediatric Nephrology GPN and WGPN CPS, Prague 2014:
Solving the riddle of autosomal dominant interstitial kidney diseases.
S. Kmoch, ERA-EDTA CME - Nephrology Winter School, Prague 2014: Solving the riddle of
autosomal dominant interstitial kidney diseases.
J. Ledvinova: Diagnosis of lysosomal storage disorders in the Czech Republic, 12th
European Conference on Rare Diseases "Living With A Rare Disease",4-6 July 2014, Spala,
Poland L
L. Kuchat: Tandem mass spectrometry: new possibilities for research and diagnosis of
lysosomal storage disorders, 12th European Conference on Rare Diseases "Living With A
Rare Disease",4-6 July 2014, Spala, Poland
P. Liskova: European Association for Vision and Eye Research, Nice, Francie 1.10.2014-
4.10.2014 :
Corneal Dystrophies — from molecular basis to therapeutic approach: Posterior corneal
dystrophies;
The genetics of keratoconus - special interest symposium: Twin studies in keratoconus;
Grand rounds in ophthalmic genetics: Cases.

2. Vyznamna zahranic¢ni spoluprace

Pracovnici UDMP dlouhodobé spolupracuji na fe$eni raznych projektd s vyznamnymi
zahrani¢nimi pracovistémi (Prof. F. Turecek, University of Washington, Seattle, USA; Assoc.
Prof. A. Lugovska, Instytut Psychiatrii i Neurologii w Warszawie, Polsko; Prof. E. Paschke,
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Graz, Rakousko; Prof. J. Kraus, Denver, USA; Prof. Hans Aerts, AMC Amsterdam,
Nizozemi; C. Godinot, Lyon, Francie; A.Bleyer, Wake Forest University, USA; David
Patterson, Denver, USA; S. Mole, London, UK; Prof. K.Meek a Prof. A. Quantock: School of
Optometry and Vision Sciences, Cardiff University, UK; Prof. A. Hardcastle: UCL Institute
of Ophthalmology, UK; A Oller Ramirez: Center for the Study of Inherited Metabolic
Diseases (CEMECO), National University of Coérdoba, Argentina, Technische Universitit
Dresden a University of Rostock, Némecko; Trinity College, Dublin, Irsko; Prof. K. Ichida,
Tokyo, Japonsko; Prof. M. Baumgartner, Ziirich, Svycarsko; Dr. M. Huemer, Bregenz,
Rakousko.

3. Pedagogicka ¢innost

Pracovnici UDMP se podileji na vyuce predmétti Patobiochemie | — Dédiéné metabolické
poruchy, Klinicka biochemie, Laboratorni technika 3 a 4, Klinicka bioanalytika (FPBT
VSCHT), Molekuldrni medicina a biotechnologie; Oftalmologie; UDMP dale organizuje
vyuku povinné volitelnych predméth — praktickych kurzi Kurz bunéénych kultur s aplikaci
pro studium dédi¢nych metabolickych poruch, Ptiprava rekombinantnich proteind jako
podklad pro strukturalni biologii a Aplikace technologii DNA Cipti v diagnostice geneticky
podminénych onemocnéni; pracovisté¢ také zajistuje praktickou népln kurzd Pokrocild
prakticka cviceni I, kterd jsou organizovana katedrou biochemie na PiF UK (vedouci prof. P.
Hodek) a kurzu Klinicka bioanalytika - Laboratof stanoveni analytd-laboratorni diagnostika
lysosomélnich enzymopatii (FPBT VSCHT). V diagnostickych laboratofich probihaji
pravideln¢ stdze pregradudlnich i postgradualnich studentli a staze pro lékafe a analytiky
V rdmci predatestacni ptipravy v oboru klinickd biochemie ¢i molekularni genetika.

Na pracovisti vypracovavaji bakalaiské, diplomové a disertaéni prace studenti PfF UK a
VSCHT.

Pracovisté je Skolicim mistem v postgradudlnim studiu: t. ¢. je vaktivnim studiu 11
doktorandi; v roce 2014 tspésné ukondila Ph.D. studium Eva Richtrova.

V roce 2014 Gspésné ukoncily habilitacni fizeni:
o Marie Hubalek Kalbacova: Interakce bun€k s nanomaterialy (obor anatomie, histologie a
embryologie)
o Katefina Jirsova: Piiprava rohovky pro transplantaci: Historie, sou€asnost, budoucnost.
(obor Lékaiska bologie a genetika)

o Petra LisSkova? Molekularné geneticka studie zadnich dystrofii rohovky (obor Lékatska
bologie a genetika)

4. Utast postgradualnich studentii na védeckych konferencich

Dobrovolny R., Rybova J., Poupétova H., Kuchat L., Asfaw B., Ledvinova J. Induced
pluripotent stem cell model of mucopolysacharidosis type Il (poster)

ASCB: The 2014 American Society for Cell Biology Annual Meeting, 6. - 10. 12. 2014,
Philadelphia, Pennsylvania

Mezinarodni pracovni seminat Advancement of Silicon Nanophotonics, Praha, CR,
4.6.2014, ustni sdé€leni: ,,Nanoparticles in cell biology*“— Broz A., Fu¢ikova A. Ostrovska L.,
Valenta, J., Hubalek Kalbacova M.
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Mezinarodni pracovni seminat Workshop on Advancement of Group 1V Nanostructures
Nanophotonics and Nanoelectronics, Kobe, Japonsko, 18. - 19.11.2014, tGstni sd¢leni:
,,Challenges in Work with Nanocrystals in Cell Biology* — Broz A., Ostrovska L., Hubalek
Kalbacova M.

Dudakova L., Stranecky V., Klema J., Palos M., Kalasova S., Jirsova K., Liskova P.
Genotyping of lysyl oxidase and hepatocyte growth factor in Czech keratoconic patients.
(Prednaska). AOC 2014, Sydney, Australie, 15-17.7.2014.

Dudagkova L., Stranecky V., Kalasova S., Jirsovd K., Liskova P. Analyza
jednonukleotidovych polymorfizmov v génoch pre lyzyl oxiddzu a hepatocytarny rastovy
faktor u pacientov s keratokonem. (Prednéaska). 2014. 15. Studentska védecka konference 1.
LF UK, Praha, 22.5.2014. *Mimoiadna cena GRADA

Kousal B., Liskova P. Molekularn¢ geneticka analyza multigeneracni rodiny s retinitis
pigmentosa. (Pfednéska). 2014. 15. Studentska védecka konference 1. LF UK, Praha, 22. 5.
2014. *Mimoiadna cena GRADA

5. Klinicka medicina -

Ambulantnich vySetfeni — celkem 2012 vySetieni, z toho

Genetické porady a vySetteni — 1555

Pediatrické a neurologické vySetieni — 27

Vysetteni klinickym biochemikem - 147

Psychologické vysetfeni — 173 (z toho pedopsychologické vysetieni - 143)
Psychoterapeutické sezeni — individualni / skupinové: 99 /11

Nutri¢ni porada — 598

0O 0O O O O O

Pocet vysetieni v Biochemické laboratofii

o Selektivni screening — 5303
= 7 toho pacientl (unikatni rodna ¢isla) — 3316
= 7 toho novych pacientl — 2155

©  Screening gravidni — 291

o Pocet vySetfeni v novorozeneckém screeningu
= Novorozenci — 1. screening — 78230
= Novorozenci — rescreening — 4601

V Enzymologické laboratofi bylo v priib&hu roku 2014 vySetfeno 831 vzorkil od pacient
véetné DBS; u 32 byla potvrzena LSD. Screeningovou metodou suché kapky bylo
vySetieno 434 vzorkt (3 pozitivni diagndzy), prenatalni diagnostika byla poskytnuta v 5
rodinach s rizikem MPS [, II, Fabryho choroby, Sandhoffovy choroby a metachromatické
leukodystrofie. V ptipadé rodiny s rizikem MPS II byl zji$tén postizeny plod.

V laboratofi DNA diagnostiky byla v prubéhu roku 2014 prokdzana diagndza u 62 pacientt,
u dalSich 59 probandt diagnoza potvrzena nebyla. Bylo identifikovano 21 ptenaSecek X-
vazanych onemocnéni. Muta¢ni analyza provedend u 118 rodinnych pfislusnikd odhalila
54 ptenasecii onemocnéni. Prenatalni diagnostika byla provedena v 11 rodinach. Zékladni
technikou pouzivanou v laboratofi je piimé sekvenovani PCR produktii Sangerovou
metodou, dopliikovymi technikami jsou — sekvenovani alel oddélenych klonovanim, MLPA,
fragmentacni analyza, PCR/RFLP a ARMS.

V Laboratofi tkanovych kultur byly v prib¢hu roku 2014 zpracovany nové piijaté tkané
nebo linie celkem od 85 pacient, 72 tkéani/linii bylo rozpénovano, predano k dalSimu
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zpracovani a zmrazeno do zasoby, 13 tkani/linii bylo rozpéstovano a zmrazeno do zasoby.
Kromé¢ toho bylona zékladé pozadavkii rozmrazeno 31 linii fibroblasti zmrazenych
v predchozich letech. Napéstované bunky byly ptedany laboratofim k vysetfeni zde nebo
Vv zahrani¢i.

e Nové diagnostikovani pacienti zachyceni ze selektivniho screeningu (souhrn za vSechny
diagnostické laboratore) - 99
©  Lysosomalni stifadava onemocnéni - 45
(Pompeho nemoc — 1, Niemann-Pick A/B — 1, Niemann-Pick C — 1, Metachromaticka
leukodystrofie — 4, Neuronalni ceroid-lipofuscindza — 2, Mukopolysacharidozy — 12,
Fabryho choroba — 22 (z toho 17 pfenasecek), GM1 gangliosiddza — 1, m. Krabbe - 1).

© Aminoacidopatie, organické acidurie, poruchy BOX MK - 22
(Kombinovana porucha metabolismu kobalaminu — 1, deficit SAHH — 1, Cystinurie — 2,
LCHADD - 1, deficit CPT II/CACT - 1, 3-metylkrotonylglycinurie — 2, deficit BTD
hluboky/parcialni 4 (z toho 3 parcidlni), deficit OTC — 5 (z toho 3 pfenasecky), deficit
MHBD - 2, IVA -1, PA -1, hyper-lgD syndrom — 1.

©  Peroxisomalni poruchy — 1
(Zellweger syndrom — 1)

©  QOstatni nemoci - 31
(CADASIL — 11, Danonova nemoc — 4, Glykogenozy — 4, thyminuracilurie — 1,
primarni DNA — 1, FJHN — 2, Mohr-Tranebjaergliv syndrom — 4 (z toho 3 ptfenasecky),
dédi¢na kardiomyopatie — 1, mnohocetna epifyseédlni dysplazie — 1, hereditarni
amyloidoza — 2.

e Nové diagnostikovani pacienti zachyceni novorozeneckym screeningem - 21
o Fenylketonurie / hyperfenylalaninemie — 16
©  Organické acidurie — Izovalerové acidurie - 1
o Poruchy beta oxidace mastnych kyselin — 4 (LCHADD — 2, MCADD - 2)

e Dokonceni konfirmacnich diagnostickych testii pacienti zachycenych v predeslych
letech — 14

e Diagnostické laboratofe se uc€astni mezinarodni kontroly kvality v oblastech stanoveni
metabolith, DNA sekvenovdni a enzymologické diagnostiky; ve vSech kontrolnich
schématech spliuji pfedepsana kritéria.

e Pracovisté zaroven organizuje kontrolu kvality prace laboratofi v oboru biochemicka genetika
V rdmci mezinarodni spole¢nosti ERNDIM (V. Kozich).

e Pracovisté se podili na organizaci péfe o pacienty s DMP, udrzuje internetovy portal
www.novorozeneckyscreening.cz; V. Kozich je pfedsedou Koordina¢niho centra pro
novorozenecky screening a ¢lenem Meziresortni a mezioborové pracovni skupiny MZ CR pro
vzacna onemocnéni.

6. Vyznamna ocenéni a jiné vyznamné udalosti

e MUDr. Jakub Sikora, Ph.D. — jmenovan — Visiting Assistant Professor of Neuroscience —
Dominick P. Purpura Department of Neuroscience, Albert Einstein College of Medicine of
Yeshiva University, Bronx, New York, USA.



http://www.novorozeneckyscreening.cz/
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7. Ucast v peer review systému

Pracovnici UDMP jsou ¢&leny vybordh vyznamnych mezinarodnich spoleénosti: ERNDIM,
ESHG (V. Kozich), EEBA (K. Jirsova), EVER (P. Liskova).

Pracovnici UDMP jsou ¢leny edi¢nich rad ¢asopisti — V. Kozich (Journal of Inherited
Metabolic Disease, Communicating Editor), K. Jirsova: International Journal of Eye banking
(Editor), S. Kmoch ( Molecular Genetics and Genomic Medicine).

Pracovnici UDMP hodnoti ad hoc ¢lanky v mezinarodnich ¢asopisech s IF a grantové Zadosti
AZV MZ, GA CR a FRVS,

V. Kozich je ¢lenem OK 301 v GA CR.

8. Publikacéni aktivita

Pracovnici UDMP se v roce 2014 podileli na ptipravé 37 publikaci. V piehledu uvadime IF
Casopisu a centilové umisténi ¢asopisu (Qx) v Journal Citation Report WoS.

Prvni / korespondujici autor UDMP

. Park EJ, Grabinska KA, Guan Z, Stranecky V, Hartmannova H, Hodanova K, BareSova V,
Sovova J, Jozsef L, Ondruskova N, Hansikova H, Honzik T, Zeman J, Hilkovd H, Wen R,
Kmoch S*, Sessa WC*. Mutation of Nogo-B receptor, a subunit of cis-prenyltransferase,
causes a congenital disorder of glycosylation. Cell Metab. 2014 Sep 2;20(3):448-57.
IF(2013)=16,747 Qo,02

. Kmoch S, Majewski J, Ramamurthy V, Cao S N, MacDonald I, Ren H, Lopez I, Fahiminiya
S, Sun V, Keser V, Khan A, Stranecky V, Hartmannova H, Pristoupilova A, Hodanova K,
Piherova L, Kuchar L, Baxova A, Chen R, Wang H, Wang X, Pyle A, Griffin H, Splitt M,
Sallum J, Tolmie J, Sampson J, Chinnery P, Dutta S, Pedroso JL, Sharon D, Banin E,
Kretzschmar D, Cayouette M, and Koenekoop R. Mutations in PNPLAG are linked to
photoreceptor degeneration and various forms of childhood blindness. Nat Commun 2014
(In Press) IF(2013)=10,742 Qo0s

Kalbacova, M.H.*, Verdanova, M., Broz, A., Vetushka, A., Fejfar, A., Kalbac, M.
Modulated surface of single-layer graphene controls cell behavior (2014) Carbon, 72, pp.
207-214. 1F(2013)=6,160 Qo 12

. Majer F, Pelak O, Kalina T, Vlaskova H, Dvorakova L, Honzik T, Palecek T, Kuchynka P,
Masek M, Zeman J, Elleder M, Sikora J*. Mosaic tissue distribution of the tandem
duplication of LAMP2 exons 4 and 5 demonstrates the limits of Danon disease cellular and
molecular diagnostics. J Inherit Metab Dis. 2014 Jan;37(1):117-24. 1F(2013)=4,138 Qo4
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Melenovska P, Kopecka J, Krijt J, Hnizda A, Rakova K, Janosik M, Wilcken B, Kozich V.*
Chaperone therapy for homocystinuria: the rescue of CBS mutations by heme arginate. J
Inherit Metab Dis. 2014 Oct 21. IF(2013)=4,138 Qo,24

Jahnova H*, Dvorakova L, Vlaskova H, Hulkova H, Poupetova H, Hrebicek M, Jesina P.
Observational, retrospective study of a large cohort of patients with Niemann-Pick disease
type C in the Czech Republic: a surprisingly stable diagnostic rate spanning almost 40 years.
Orphanet J Rare Dis. 2014 Sep 19;9:140. IF(2013)=3,958 Qo.23

Stiburkova B*, Pavlikova M, Sokolova J, Kozich V. Metabolic syndrome, alcohol
consumption and genetic factors are associated with serum uric acid concentration. PL0S
One. 2014 May 14;9(5):e97646 1F(2013)=3,534 Qo,14

Hurba O, Mancikova A, Krylov V, Pavlikova M, Pavelka K, Stiburkova B*. Complex
analysis of urate transporters SLC2A9, SLC22A12 and functional characterization of non-
synonymous allelic variants of GLUT9 in the Czech population: no evidence of effect on
hyperuricemia and gout. PLoS One. 2014 Sep 30;9(9):€107902. . 1F(2013)=3,534 Qo14.

Bartl J, Chrastina P, Krijt J, Hodik J, Peskova K, Kozich V*. Simultaneous determination of
cystathionine, total homocysteine, and methionine in dried blood spots by liquid
chromatography/tandem mass spectrometry and its utility for the management of patients
with homocystinuria. Clin Chim Acta. 2014 Nov 1;437:211-7. IF(2013)=2,764 Qo 22

Hulkova H*, Svojanovsky J, Sevela K, Krusova D, Hanus J, Vézda P, Souc¢ek M, Marova I,
Feit J, Zambo I, Kovacevicova M, Vlaskova H, Kostrouchova M, Novak P, Kostrouch Z*,
Elleder M Systemic AL amyloidosis with unusual cutaneous presentation unmasked by
carotenoderma. Amyloid. 2014 Mar; 21(1):57-61. 1F(2013)=2,510 Qo.40

Kalbacova, M., Verddnova, M., Mravec, F., Halasova, T., Pekai, M*. Effect of CTAB and
CTAB in the presence of hyaluronan on selected human cell types (2014) Colloids and
Surfaces A: Physicochemical and Engineering Aspects, . Article in Press. . IF(2013)=2,354

Qo,43

Dita Musalkova, Jakub Minks, Gabriela Storkanova, Lenka Dvorakova, Martin Hrebicek*
Identification of novel informative loci for DNA-based X-inactivation analysis Blood Cells
Molecules and Diseases, 2014 in press, 1F(2013)=2,331 Qo,57

Kousal B, Skalicka P, Valesova L, Fletcher T, Hart-Holden N, O'Grady A, Chakarova CF,
Michaelides M, Hardcastle AJ, Liskova P*. Severe retinal degeneration in women with a
c.2543del mutation in ORF15 of the RPGR gene. Mol Vis. 2014 Sep 20;20:1307-17.
IF(2013)=2,245 Qo 51

Krijt J, Skopova V, Adamkova V, Cermakova R, Jurecka A, Kmoch S, Zikanova M*. The
need for vigilance: false-negative screening for adenylosuccinate lyase deficiency caused by
deribosylation of urinary biomarkers. Clin Biochem. 2013 Dec;46(18):1899-901..
IF(2013)=2,229 Qo 3>

Dudakova L, Palos M, Svobodova M, Bydzovsky J, Huna L, Jirsova K, Hardcastle AJ, Tuft

SJ, Liskova P*. Macular corneal dystrophy and associated corneal thinning. Eye (Lond).
2014 Oct;28(10):1201-5. 1F(2013)=1,897 Qo,44



http://www.ncbi.nlm.nih.gov/pubmed/25086281
http://www.ncbi.nlm.nih.gov/pubmed/25086281
http://www.ncbi.nlm.nih.gov/pubmed/25086281
http://www.ncbi.nlm.nih.gov/pubmed/25086281
http://www.ncbi.nlm.nih.gov/pubmed/24183879
http://www.ncbi.nlm.nih.gov/pubmed/24183879
http://www.ncbi.nlm.nih.gov/pubmed/24183879
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Jirsova K*, Brejchova K, Krabcova I, Filipec M, Al Fakih A, Palos M, Vesela V. The
application of autologous serum eye drops in severe dry eye patients; subjective and
objective parameters before and after treatment. Curr Eye Res. 2014 Jan;39(1):21-30.
IF(2013)=1,663 Qo5

Verdanova M., Pytlik R., Hubalek Kalbacova M.* Evaluation of sericin as an FBS-replacing
cryoprotectant during freezing of human mesenchymal stromal cells and human osteoblast-
like cells. Biopreservation and Biobanking, 12: 99-105, 2014 — 1F(2013)=1,578 Qo .67

Krabcova I, Jirsova K*, Bednar J. Rapid cooling of the amniotic membrane as a model
system for the vitrification of posterior corneal lamellae. Cell Tissue Bank. 2014
Mar;15(1):165-73. 1F(2013)=1,026 Qo g3

Mraz M, Hurba O, Bartl J, Dolezel Z, Marinaki A, Fairbanks L, Stiburkova B*. Modern
diagnostic approach to hereditary xanthinuria. Urolithiasis. 2014 Nov 6. [Epub ahead of
print] 1F(2013)=0

Publikace ve spolupraci s jinymi hlavnimi autory

20.

21.

22.

23.

24,

25.

Bleyer AJ*, Kmoch S. Autosomal dominant tubulointerstitial kidney disease: of names and
genes. Kidney Int. 2014 Sep;86(3):459-61. 1F(2013)=8,520 Qo,04

C. Esteban-Jurado, M. Vila-Casadesus, P. Garre, J.J. Lozano, A. Pristoupilova, S. Beltran, J.
Munoz, T. Ocana, F. Balaguer, M. Lopez-Ceron, M. Cuatrecasas, S. Franch-Exposito, J.M.
Pique, A. Castells, A. Carracedo, C. Ruiz-Ponte, A. Abuli, X. Bessa, M. Andreu, L. Bujanda,
T. Caldes, S. Castellvi-Bel, Whole-exome sequencing identifies rare pathogenic variants in
new redisposition genes for familial colorectal cancer, Genetics in medicine : official journal

of the American College of Medical Genetics, (2014). 1F(2013)=6,435 Q0,10

Bhasin B, Stiburkova B, De Castro-Pretelt M, Beck N, Bodurtha JN, Atta MG*. Hereditary
renal hypouricemia: a new role for allopurinol? Am J Med. 2014 Jan;127(1):e3-4.
IF(2013)=5,302 Qo 09

Bleyer AJ*, Kmoch S, Antignac C, Robins V, Kidd K, Kelsoe JR, Hladik G, Klemmer P,
Knohl SJ, Scheinman SJ, Vo N, Santi A, Harris A, Canaday O, Weller N, Hulick PJ, Vogel
K, Rahbari-Oskoui FF, Tuazon J, Deltas C, Somers D, Megarbane A, Kimmel PL, Sperati
CJ, Orr-Urtreger A, Ben-Shachar S, Waugh DA, McGinn S, Bleyer AJ Jr, Hodanova K
Vylet'al P, Zivnd M, Hart TC, Hart PS. Variable clinical presentation of an MUC1 mutation
causing medullary cystic kidney disease type 1. Clin J Am Soc Nephrol. 2014 Mar;9(3):527-
35. 1F(2013)=5,250 Qo,08

A. Garcia-Cazorla, A. Oyarzabal, J. Fort, C. Robles, E. Castejon, P. Ruiz-Sala, S. Bodoy, B.
Merinero, A. Lopez-Sala, J. Dopazo, V. Nunes, M. Ugarte, R. Artuch, M. Palacin, P.
Rodriguez-Pombo, P. Alcaide, R. Navarrete, P. Sanz, M. Font-Llitjos, M.A. Vilaseca, A.
Ormaizabal, A. Pristoupilova, S.B. Agullo, Two novel mutations in the BCKDK (branched-
chain keto-acid dehydrogenase kinase) gene are responsible for a neurobehavioral deficit in
two pediatric unrelated patients, Hum Mutat, 35 (2014) 470-477. 1F(2013)=5,122 Qo,15

Vondrackova A, Vesela K, Kratochvilova H, Kucerova Vidrova V, Vinsova K, Strdnecky V,
Honzik T, Hansikova H, Zeman J, Tesafova M*. Large copy number variations in



http://www.ncbi.nlm.nih.gov/pubmed/24509297
http://www.ncbi.nlm.nih.gov/pubmed/24509297
http://www.ncbi.nlm.nih.gov/pubmed/23838601

26.

217.

28.

29.

30.

31.

32.

33.

34.

35.

Vyroéni zprava Ustavu dédiénych metabolickych poruch 1. LF UK a VFN za rok 2014

combination with point mutations in the TYMP and SCO2 genes found in two patients with
mitochondrial disorders. Eur J Hum Genet. 2014 Mar;22(3):431-4. 1F(2013)=4,225 Qo4

Claustres M, Kozich V, Dequeker E, Fowler B, Hehir-Kwa JY, Miller K, Oosterwijk C,
Peterlin B, van Ravenswaaij-Arts C, Zimmermann U, Zuffardi O, Hastings RJ*, Barton DE.
Recommendations for reporting results of diagnostic genetic testing (biochemical,
cytogenetic and molecular genetic). Eur J Hum Genet. 2014 Feb;22(2):160-70 1F(2013)=4,225

Qo,24

Palecek T*, Honzikova J, Poupetova H, Vlaskova H, Kuchynka P, Golan L, Magage S,
Linhart A.Prevalence of Fabry disease in male patients with unexplained left ventricular
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