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Biallelic null variants in PNPLA8 cause microcephaly by reducing the number of basal radial
glia

(EE]
rAt 58,1 IBF 3%5m,> Reza Maroofian,® Micol Falabella,® Maha S. Zaki,* Ak B7#E,! 4% &
%! 5 5l B RS B 20 Bk TBRF =i BE2 Al hF° Al E, 0N
B OEER E &858 AAE FT52,Y /NI B, Annarita Scardamaglia,® Mohammad
Miryounesi,*® Sahar Alijanpour,® Farzad Ahmadabadi,'” Peter Herkenrath,'® Hormos Salimi
3/6



U T e enEky

Gessy NAGOYA UNIVERSITY

Dafsari,'®1%?° Clara Velmans,?® Mohammed Al Balwi,??> Antonio Vitobello,”>** Anne-Sophie
Denommeé-Pichon,??* Médéric Jeanne,”?® Antoine Civit,”> Mohamed S. Abdel-Hamid,?’
Hamed Naderi,?® Hossein Darvish,”® Somayeh Bakhtiari,>>*° Michael Kruer,?>*° Christopher J.
Carroll,*! Ehsan Ghayoor Karimiani,>* Rozhgar A. Khailany,** Talib Adil Abdulgadir,*®> Mehmet
Ozaslan,® Peter Bauer,® Giovanni Zifarelli,® Tahere Seifi,>**’ Mina Zamani,***’" Chadi Al
Alam,® Javeria Raza Alvi, Tipu Sultan,? Stephanie Efthymiou,® Simon A. S. Pope,*** &7
M ik BB, MR 20 0K BE&, BIF fok,° X)II #4772 5 BH95,10%° mm
E,%45% Robert D. S. Pitceathly,** & 7%, Henry Houlden,® #1_t 3,'* hIEE s¥— 2, 250
541" (*Corresponding author)

FhiE
1. BT AFZAFREABR FiER - NERIFEDEF
2. BT AFAFREFZER e CFENEF
3. Department of Neuromuscular Diseases, UCL Queen Square Institute of Neurology,
University College London, London, United Kingdom
4, Clinical Genetics Department, Human Genetics and Genome Research Institute,

National Research Centre, Cairo, Egypt

5 ZEEMIIAZAFREABR HEBETEEtEs 5—

6. TAERERE /BRI ERE

7. AT AFAFEREFATR B nFEE

8 EETIIAFWER Einromrl

0. SEERFAEEZRATR AR EIRREAFIAY

10.  FEPRFEXRFIEFFR BEREF AR

11. [LEAFARF S fiadatIZArsl  (SREEFHTE

12. RFRARFAFGEZRAFAR EREmTFT 45— FRERRETFEI

13. EESRRXFEFED RREF T 5—

14. IR C EEAb AR

15. ZoOEMIIAFAFLEFIBR AR DEY

16. Department of Medical Genetics, Faculty of Medicine, Shahid Beheshti University of
Medical Sciences, Tehran, Iran

17. Mofid Children's Hospital, Pediatric Neurology Department, Faculty of Medicine,
Shahid Beheshti University of Medical Sciences, Tehran, Iran

18. Department of Pediatrics and Center for Rare Diseases, Faculty of Medicine and
University Hospital Cologne, University of Cologne, Cologne, Germany

19. Max Planck Institute for Biology of Ageing, Cologne, Germany

20. Cologne Excellence Cluster on Cellular Stress Responses in Aging-Associated
Diseases (CECAD), University of Cologne, Cologne, Germany

21. Institute of Human Genetics, University of Cologne, Faculty of Medicine and
University Hospital Cologne, Cologne, Germany

22. Department of Pathology and Laboratory Medicine, College of Medicine, KSAU-HS,
Ministry of National Guard Health Affairs, Riyadh, Saudi Arabia

4/6



23.

24,

25.

26.

27.

28.

29.

30.

31.

32.

33.
34.

35.
36.

37.
38.

39.

40.

41.

42.
43.
44,
45,
46.
47.

U T e enEky

Gessy NAGOYA UNIVERSITY
Functional Unit for Diagnostic Innovation in Rare Diseases, FHU-TRANSLAD, Dijon
Bourgogne University Hospital, Dijon, France
INSERM UMR1231 GAD “Génétique des Anomalies du Développement,” FHU-
TRANSLAD, University of Burgundy, Dijon, France
Genetics Department, University Hospital of Tours, Tours, France
UMR 1253, iBrain, University of Tours, INSERM, Tours, France
Medical Molecular Genetics Department, Human Genetics and Genome Research
Institute, National Research Centre, Cairo, Egypt
Neuroscience Research Center, Faculty of Medicine, Golestan University of Medical
Sciences, Gorgan, Iran
Pediatric Movement Disorders Program, Division of Pediatric Neurology, Barrow
Neurological Institute, Phoenix Children's Hospital, Phoenix, Arizona, USA
Departments of Child Health, Neurology, Cellular & Molecular Medicine and Program
in Genetics, University of Arizona College of Medicine, Phoenix, Arizona, USA
Genetics Section, Molecular and Clinical Sciences Research Institute, St. George's,
University of London, London, United Kingdom
Department of Biology, College of Science, University of Salahaddin-Erbil, Erbil,
Kurdistan Region-Iraq
Department of Pediatrics, Hawler Medical University, Erbil, Kurdistan Region-Iraq
Department of Biology, Division of Molecular Biology and Genetics, Gaziantep
University, Gaziantep, Turkey
Centogene GmbH, Rostock, Germany
Department of Biology, Faculty of Science, Shahid Chamran University of Ahvaz,
Ahvaz, Iran
Narges Medical Genetics and Prenatal Diagnosis Laboratory, Kianpars, Ahvaz, Iran
Pediatrics and Pediatric Neurology, American Center for Psychiatry and Neurology,
Abu Dhabi, UAE
Department of Pediatric Neurology, the Children's Hospital and the University of Child
Health Sciences, Lahore, Pakistan
Genetics and Genomic Medicine, UCL Great Ormond Street Institute of Child Health,
London, UK
Neurometabolic Unit, The National Hospital for Neurology and Neurosurgery,
London, UK
FTUNKEERHHEFREFT NS ROUT R OX5%
REART danBAFiEtz> 45—
RERAFAFGHELRITR AVRFEI BRI
BERAFAFGAF L FESEIRAEIETTR A5+ D) VIERESSIR ERIFEBEATNE
IMEFHETPR emERIFE AT s Y — ERFEEEATR T — A
NHS Highly Specialised Service for Rare Mitochondrial Disorders, Queen Square
Centre for Neuromuscular Diseases, The National Hospital for Neurology and
Neurosurgery, London, UK

5/6



NCEAGLEMIKF ‘ »
Ugmmm ﬁ %Gﬁ\%lz:is%
(BEFilEs)
FilEssa Brain
DOI &+ : https://doi.org/10.1093/brain/awae185

(F3E(CRE 9 DR VEDE]
BHEEMIIAY KEEABE 208 A (Ba
P EBHEEnEEEARE =) | & 1
TEL : 052-853-8246 FAX : 052-842-3449
E-mail : ss11@med.nagoya-cu.ac.jp

ZHEEMIKE KEREFFR a8 1EE F—
P BHEEnEImEERRE =) | & 1

TEL : 052-853-8146 FAX : 052-842-0863
E-mail : kato.41@med.nagoya-cu.ac.jp

ZEEMIIAT KEREFZAFR E#0 USH &
P BHRALETIRME SRR =) | & 1

TEL : 052-853-8146 FAX : 052-842-0863
E-mail : ishimada@med.nagoya-cu.ac.jp

(FRE(CRI 9 DRIV VEDE]
ZHEEMIIKT Rl e s s
BB ETEEmE =) | & 1
TEL : 052-858-7116  FAX : 052-858-7537
E-mail : hpkouhou@sec.nagoya-cu.ac.jp

6/6



