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:two novel biallelic varaints in tecpr2 and fazh «te oo

CASE REPORT e e T s YWILEY

Two novel biallelic variants in TECPR2 and FA2H genes causing
complicated hereditary spastic paraplegia in Iranian families
from Lur ethnicity: Case series

Masoud Edizadeh'? | Negar Chegeninejad® | Soheila Akbari® |
Maryam Salchirad'? | Rezvan Pakmanesh'? | Shokoufeh g!ljl.hmall:'lip'urur‘I |
Kourosh Hayatigolkhatmi® | Hamidreza Khodadadi'*

"Mudar Medical Genetics Center, Khorramabad, Iran

EB]nlﬁchmI{W Department, School of Medicine, Lorestan University of Medical Sciences, Khorramabad, Iran

Department of Crynecology and Obstetrics, School of Medicing, Lorestan University of Medical Sciences, Khorramabad, Iran
Pediatric Department, School of Medicine, Lorestan University of Medical Scicnces, Khorramabad, [ran

*Department of Experimental Oncology, European Institute of Oncology (TEO), IRCCS, Milan, lualy

Correspond ence
Hamidreza Khodadadi, Bisechnology e

Department, School of Medicine, We herein report first Iranian families with spastic paraplegia 35 and 49 and claim
Lorestan University of Modical Sciences,

that TECPR2 gene causes complicated spastic paraplegia 49 with or without senso
Anooshirvan Rexaei Street, Khorramabad, B P pa pampiesl 3

Lorestan 681 1833046, Iran autonomic neuropathy. In addition, we show how coexistence of SPG49 and griscelli
Email: khodadadi hamidreza @ gmail .com syndrome can lead to misdiagnosis.
Funding information KEYWORDS
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family A novel variant in ALDH1AS causes congenital microphthalmia-8 in an Iranian consanguineousdte cu b 53

A novel variant in ALDH1A3 causes congenital microphthalmia-8 in an Iranian consanguineous
family

Rezvan Pakmanesh®, Fahimeh Piryaei®, Maryam Salehirad?, Soheila Akbariz, Masoud Edizadeh*,
Hamidreza Khodadadi***

Madar Genetics Laboratory, Khorramabad, Lorestan, Iran

Department of Molecular Medicine and Genetics, School of Medicine, Hamadan University of
Medical Sciences, Hamadan, Iran

sFaculty of Medicine, Lorestan University of Medical Sciences, Khorramabad, Lorestan, Iran

‘Biotechnology Department, School of Medicine, Lorestan University of Medical Sciences,
Khorramabad, Lorestan, Iran

*These authors have contributed equally.
*‘Corresponding author: Hamidreza Khodadadi, Biotechnology Department, School of Medicine,

Lorestan University of Medical Sciences, Anooshirvan Rezaei Street, Khorramabad, Lorestan
6813833946, Iran. khodadadi.hamidreza@gmail.com

Background: Microphthalmia (MCOP) is a group of rare developmental malformations of eye
with often reduced size of the eyeball, leading to blindness. Affecting about 1 in 7000 live
births, MCOP can occur due to either environmental or genetic factors. Isolated
microphthalmia-8 (MCOP8) has been proved to be caused by autosomal recessive mutations of
the ALDH1A3 gene (MIM*600463) encoding aldehyde dehydrogenase 1 family, member A3,

Case presentation: An 8-year-cld boy from a first-cousin marriage with vision problems since
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Nucleotide

GenBank

Tylenchulus semipenetrans isolate H175.2 small subunit ribosomal RNA gene and internal

Tylenchulus semipenetrans isolate H175.2 small subunit ribosomal RMA g - Nucleotide - NCBI

¥

transcribed spacer 1, partial sequence
GenBank: MK226190.1

[FASTA  Graphics
Coto
Locus MK226198 283 bp ONA linear INV 92-DEC-2013
DEFINITION Tylenchulus semipenetrans isolate H175.2 small subunit ribosomal
RNA gene and internal transcribed spacer 1, partial seguence.
ACCESSION  MK22619@
VERSION MK226198.1
KEYWORDS
SOURCE Tylenchulus semipenetrans
ORGANISM Iylenchulus semipenetrans
Eukaryota; Metazoa; Ecdysozoa; Nematoda; Chromadorea; Rhabditida;
Tylenchina; Tylenchomorpha; Criconematoidea; Tylenchulidae;
Tylenchulinae; Tylenchulus.
REFERENCE 1 (bases 1 to 283)
AUTHORS  Pakmanesh,R., Deldar,A.A. and Rohani Nejhad,H.
TITLE Identification of Tylenchulus semipenetrans from seil by PCR
JOURNAL  Unpublished
REFERENCE 2 (bases 1 to 283)
AUTHORS  Pakmanesh,R., Deldar,A.A. and Rohani Nejhad,H.
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12/5,2018

Tylenchulus semipeneirans isolate H175.1 small subunit rihosomal RNA g - Mucleofide - NCEI

Mucleotide v

GenBank

Tylenchulus semipenetrans isolate H175.1 small subunit ribosomal RNA gene and internal

transcribed spacer 1, partial sequence

GenBank: MK226189.1
FASTA  Graphics

Gotol
LOCUs MK228189 184 bp DHA linear INV 82-DEC-2818
DEFINITION Tylenchulus semipenetrans isolate H175.1 small subunit ribosomal
RMA gene and internal transcribed spacer 1, partial seguence.
ACCESSTON ME2268189
VERSION ME228189.1
KEYWORDS
SOURCE Tylenchulus semipenetrans
ORGANISM Tylemchulus semipenefrans

Eukaryota; Metazoa; Ecdysozoa; Nematoda; Chromadorea; Rhabditida;
Tylenchina; Tylenchemorpha; Criconematoidea; Tylenchulidae;
Tylenchulinae; Tylenchulus.

REFERENCE 1 (bases 1 to 184)

AUTHORS  Pakmanesh,R., Deldar,A.A. and Rohanl Hejhad,H.

TITLE Identification of Tylenchulus semipenetrans from soil by PCR

JOURMAL  Unpublished
REFERENCE 2 (bases 1 to 184)

AUTHORS  Pakmanesh,R., Deldar,A.A. and Rohani Wejhad,H.

TITLE Direct Submission

JOURNAL  Submitted (24-NOv-2818) Bioscience and Biotechnology, Malek aAshtar

University of Technelogy, Shabanloo, Tehran 15875-1774, Iran

COMMENT #rAassembly -Data-STARTE##

Sequencing Techmology ::
#rAassembly -Data-END##
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