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] Day 1
Punch recall DBS Punch initial DBS
Prepare recall sample for Prepare samples
test for the positive assay for analysis
Day 2
RESULT PROCESSING Result workflow Morning

Accespt results for all
assays

Write comments on the results of
Abnormal, Positive, and Recalls

v

Day 2
C RESULT PROCESSING ) Approve and Sign results of all assays Mei‘z Day

. Y

Initial Positive Initial Not Remarkable

Recall

No .
Positive

NOT Now NOT Yes
Reset initial No > Remarkable” Remarkable”
DBS positive Reports Reports l

Yes I ABNORMAL
RESULTS
+ Case Closed +

Request a recall Send R
sample & other I.en be|f:|or~t t:t:j

matrix sample as client by fax an
convey result by

applicable
SMS messages

ABNORMAL
cases for
medical
management

OTE: REPEAT/REMEMBER LETTER Legend:
UNSAT LETTERS FOR REJECTED SAMPLES
ARE PRINTED AND SENT TO CLIENTS DBS : Dry Blood Spot
BASED ON IDENTIFIED TIME LIMITAITON Initial sample  : 1st received sample
Recall : The 2nd received sample
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» Evidenceforanautosomalrecessive pattern of inheritance in Keratitis-ichthyosis-deaf-
ness (KID) syndrome: Exome sequencing reveals a novel homozygous GJB2 muta-
tion. Khushnooda Ramzan, RozeenaHuma, Nouf S.Al-Numair, Faigalmtiaz, Moeenal-
deenAl-Sayed. Meta Gene Volume 19, February 2019, Pages 15-22.

« Utility of whole exome sequencing in the diagnosis of Usher syndrome: Report of
novel compound heterozygous MYO7A mutations. Khushnooda Ramzana, Moham-
med Al-Owainb, Rozeena Humab, Selwa A.F. Al-Hazzaa, Sarah Al-Ageele, Faiga Imtia-
za, Moeenaldeen Al-Sayedb. Int J Pediatr Otorhinolaryngol. 2018 May;108:17-21. doi:
10.1016/}.ijporl.2018.02.016. PMID: 29605349
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 Homozygous Loss-of-Function Mutations in APIBI, Encoding Betal- Subunit of

Adaptor-Related Protein Complex |, Cause MEDNIK-like Syndrome.

« Biallelic mutations in TTCM (IFT01) cause severe biliary ciliopathy in humans.

« MDHI deficiency is a metabolic disorder of the malate-aspartate shuttle

associated with early onset severe encephalopathy
 Adenovo mutation in FMRI in a patient with intellectual disability.

Recessive Truncating Mutations in ALKBHA Cause Intellectual Disability and
Severe Impairment of Wobble Uridine Modification.

NUPTrI€ deficiency causes severe encephalopathy and microcephaly in humans.
Identification of novel loci for pediatric cholestatic liver disease defined by KIFIT,
PPMIF, USPor, LSR, and WDRAFOS pathogenic variants.

A mendelian form of neural tube defect caused by a de novo null variant in
SMARCCI in an identical twin.

A null mutation in MICUT causes abnormal mitochondrial calcium homeostasis
and a severe neurodevelopmental disorder.
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Biallelic variants in CTU2 cause DREAM-PL syndrome and impair thiolation of tRNA
wobble U34.

Formation of tRNA Wobble Inosine in Humans Is Disrupted by a Millennia-0Old Muta-
tion Causing Intellectual Disability.

Bi-allelic Mutations in FAM149B1 Cause Abnormal Primary Cilium and a Range of
Ciliopathy Phenotypes in Humans.

De Novo Variants Disrupting the HX Repeat Motif of ATN1 Cause a Recognizable
Non-Progressive Neurocognitive Syndrome.

PUS7 mutations impair pseudouridylation in humans and cause intellectual disabil-
ity and microcephaly.

The many faces of peroxisomal disorders: Lessons from a large Arab cohort.
Bi-allelic TMEM94 Truncating Variants Are Associated with Neurodevelopmental
Delay, Congenital Heart Defects, and Distinct Facial Dysmorphism.

A novel ISLR2-linked autosomal recessive syndrome of congenital hydrocephalus,
arthrogryposis and abdominal distension.

ARL3 Mutations Cause Joubert Syndrome by Disrupting Ciliary Protein Composition.
Autozygome and high throughput confirmation of disease genes candidacy.
Genomic and phenotypic delineation of congenital microcephaly.

Mutations in known disease genes account for the majority of autosomal recessive
retinal dystrophies.

De novo truncating variants in WHSC1 recapitulate the Wolf-Hirschhorn (4p16.3 mi-
crodeletion) syndrome phenotype.

Biallelic UFM1 and UFC1 mutations expand the essential role of ufmylation in brain
development.

Expanding the phenome and variome of skeletal dysplasia.

Congenital glaucoma and CYP1B1: an old story revisited.

Genetic investigation of 93 families with microphthalmia or posterior microphthal-
mos
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Further delineation of Temtamy syndrome of corpus callosum and ocular abnor-
malities

Elsahy-Waters syndrome is caused by biallelic mutations in CDH11.

A novel mechanism for variable phenotypic expressivity in Mendelian diseases
Mutations in NKX6-2 Cause Progressive Spastic Ataxia and Hypomyelination

GZF1 Mutations Expand the Genetic Heterogeneity of Larsen Syndrome.

Mutations in DONSON disrupt replication fork stability and cause microcephalic
dwarfism.

Discovery of mutations for Mendelian disorders.

Mutations in SMG9, Encoding an Essential Component of Nonsense-Mediated Decay
Machinery, Cause a Multiple Congenital Anomaly Syndrome in Humans and Mice.
Increasing the sensitivity of clinical exome sequencing through improved filtration
strategy

Mutation in WDR4 impairs tRNA m(7)G46 methylation and causes a distinct form of
microcephalic primordial dwarfism..

Accelerating matchmaking of novel dysmorphology syndromes through clinical and
genomic characterization of a large cohort.

Phenotypes of Recessive Pediatric Cataract in a Cohort of Children with Identified
Homozygous Gene

RTTN Mutations Cause Primary Microcephaly and Primordial Dwarfism in Humans.
Identification of a Recognizable Progressive Skeletal Dysplasia Caused by RSPRY1
Expanding the clinical, allelic, and locus heterogeneity of retinal dystrophies.
Identification of a novel MKS locus defined by TMEM107 mutation.

ARL6IP6, a susceptibility locus for ischemic stroke, is mutated in a patient with syn-
dromic Cutis Marmorata Telangiectatica Congenita

Comprehensive gene panels provide advantages over clinical exome sequencing for
Mendelian diseases
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