QHerit® Gene Crosswalk

Quest Diagnostics offers a range of QHerit® carrier screening panel options to help you select a medically appropriate panel based on your
patient’s needs. Below is detailed information for each panel, including genes and associated genetic conditions. Consultation is available
on genetic test selection and results interpretation. Call 1.866.GENE.INFO (1.866.436.3463) Monday through Friday 8:30 AM to 8:00 PM ET
to speak with a Genomic Science Liaison.

Genetic condition

Surfactant dysfunction, ABCA3-related

Medium chain acyl-CoA dehydrogenase
deficiency

Medium chain acyl-CoA dehydrogenase
deficiency

Medium chain acyl-CoA dehydrogenase
deficiency

Very long-chain acyl-CoA dehydrogenase
deficiency

Very long-chain acyl-CoA dehydrogenase
deficiency

Very long-chain acyl-CoA dehydrogenase
deficiency

Autoimmune polyglandular syndrome,
type 1

Autoimmune polyglandular syndrome,
type 1

Autoimmune polyglandular syndrome,
type 1

Autoimmune polyglandular syndrome,
type 1

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Iranian

Northern European
Caucasian

Carrier
frequency*

1in116

Detection
rate*

99%

Residual
risk*

1in 11,501

Quest

Diagnostics®

@

QHerit112 QHerit 198 QHerit 445 QHerit611
Female Female Female Female

[EPAe el sl 198 conditions | 445 conditions | 611 conditions
113 genes 199 genes 446 genes

QEE RS ERVVRYA Test code 14230 Test code 13832

Male Male Male

ClXe eIl 179 conditions | 400 conditions

97 genes 180 genes 401 genes




Genetic condition

Hypophosphatasia

Autosomal recessive spinocerebellar
ataxia, type 10

Metachromatic leukodystrophy,
ARSA-related

Metachromatic leukodystrophy,
ARSA-related

Metachromatic leukodystrophy,
ARSA-related

Metachromatic leukodystrophy,
ARSA-related

X-linked developmental disorders,
ARX-related

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

East Asian

Sephardic Jewish—
Yemenite

Southern European
Caucasian

Northern European
Caucasian

Sephardic Jewish—
North African,
Iraqi, Yemenite,
Iranian, Bukharan

Carrier
frequency*

1in 203

<1in

Detection
rate*

Residual
risk*

1in 20,201

<1lin

QHerit112 QHerit 198 QHerit 445
Female Female Female
(NPACICITCIEI 198 conditions | 445 conditions
113 genes 199 genes 446 genes

MR Ao RV RYA Test code 14230 Test code 13832
Male Male Male
RIS 179 conditions 400 conditions
97 genes 180 genes 401 genes

QEERCCE SRV Test code 14231 Test code 13831

QHerit611
Female




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611

Genetic condition frequency* |rate* | risk* Female Female Female Female

(RVACCIIIEICREMN 198 conditions 445 conditions

113 genes 199 genes 446 genes

QSO [ PViYA Test code 14230 Test code 13832

Male Male Male

LIRSS 179 conditions 400 conditions

97 genes 180 genes 401 genes

QEERCCE SRV Test code 14231 Test code 13831
Homocystinuria, CBS-related CBS Autosomal Recessive | Qatari Tin21 99% 1in 2,001 . . . .
Joubert syndrome 9 CC2D2A Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . . . .
Congenital hydrocephalus 1 CCDC88C | Autosomal Recessive | General Population | 1in 137 99% 1in 13,601 . . . .
Leber congenital amaurosis, CEP290- . . . o o . . . .
related/CEP290-related conditi CEP290 Autosomal Recessive | General Population | 1in 185 99% 99%
Cystic fibrosis CFTR Autosomal Recessive | South Asian 1in 90 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | Southeast Asian 1in 90 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | East Asian 1in 90 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | African American 1in61 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | Hispanic 1in 46 99% 99% . . . .

e . . Northern European o, 5
Cystic fibrosis CFTR Autosomal Recessive R 1in25 99% 99% . . . .
Caucasian
Cystic fibrosis CFTR Autosomal Recessive | Ashkenazi Jewish 1in 25 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | Caucasian 1in 25 99% 99% . . . .
Cystic fibrosis CFTR Autosomal Recessive | General Population | 1in 25 99% 99% . . . .
Congenital myasthenic syndrome, . . . o o . . . .
CHRNE-related CHRNE Autosomal Recessive | General Population | <1in500 |99% 99%
Congenital myasthenic syndrome, . . . o o . . . .
CHRNE-related CHRNE Autosomal Recessive | Caucasian 1in 383 99% 99%
Myotonia congenita CLCN1 Autosomal Recessive | General Population | 1in 158 99% 99% . . . .
Myotonia congenita CLCN1 Autosomal Recessive | Finnish 1in 59 99% 99% . . . .
Myotonia congenita CLCN1 Autosomal Recessive | Norwegian 1in53 99% 99% . . . .
Usher syndrome, type 3A CLRN1 Autosomal Recessive | General Population | <1in 500 |99% 99% . . . .
Usher syndrome, type 3A CLRN1 Autosomal Recessive | Ashkenazi Jewish 1in 120 99% 99% . . . .
Usher syndrome, type 3A CLRN1 Autosomal Recessive | Finnish 1in70 99% 99% . . . .
Achromatopsia, CNGB3-related CNGB3 Autosomal Recessive | General Population | 1in 98 99% 99% . . . .
Achromatopsia, CNGB3-related CNGB3 Autosomal Recessive | Caucasian 1in91 99% 99% . . . .
Dystrophic epidermolysis bullosa, . . . o o . . . .
COL7A7-related COL7A1 Autosomal Recessive | General Population | 1in 370 99% 99%
Carnitine palmitoyltransferase Il deficiency | CPT2 Autosomal Recessive | General Population | <1in 500 |99% 99% . . . .
Carnitine palmitoyltransferase Il deficiency | CPT2 Autosomal Recessive |Asian <1in500 |99% 99% . . . .
Carnitine palmitoyltransferase Il deficiency | CPT2 Autosomal Recessive | African American 1in 308 99% 99% . . . .
Carnitine palmitoyltransferase Il deficiency | CPT2 Autosomal Recessive | Caucasian 1in 200 99% 99% . . . .
Carnitine palmitoyltransferase Il deficiency | CPT2 Autosomal Recessive | Ashkenazi Jewish 1in 51 99% 99% . . . .
Congenital adrenal insufficiency, CYP11A1 Autosomal Recessive | General Population | 1in 114 99% 99% . . . .
CYP11A17-related
Congenital adrenallh)l/perplasm dueto CYP21A2 Autosomal Recessive | Caucasian 1in67 98% 98% . . . .
21-hydroxylase deficiency
Congenital adrenallh)l/perplasm dueto CYP21A2 Autosomal Recessive | General Population | 1in 61 98% 98% . . . .
21-hydroxylase deficiency
Congenital adrenallh)l/perplasm dueto CYP21A2 Autosomal Recessive | Ashkenazi Jewish 1in40 98% 98% . . . .
21-hydroxylase deficiency
Cerebrotendinous xanthomatosis CYP27A1 Autosomal Recessive ggﬂzgesli';nEuropean <1in500 |99% 99% . . . .
Cerebrotendinous xanthomatosis CYP27A1 Autosomal Recessive | General Population | 1in 115 99% 99% . . . .
Cerebrotendinous xanthomatosis CYP27A1 Autosomal Recessive fﬂephardlc Jewish- 1in5 99% 99% . . . .
oroccan

Vitamin D-dependent rickets, type 1A CYP27B1 Autosomal Recessive | General Population | 1in 22 99% 99% . . . .
Smith-Lemli-Opitz syndrome DHCR7 Autosomal Recessive | Asian <1in500 |99% 99% . . . .
Smith-Lemli-Opitz syndrome DHCR7 Autosomal Recessive | General Population | 1in 100 99% 99% . . . .
Smith-Lemli-Opitz syndrome DHCR7 Autosomal Recessive | African American 1in 93 99% 99% . . . .
Smith-Lemli-Opitz syndrome DHCR7 Autosomal Recessive g;zﬂ;esrir;r:iuropean 1in 50 99% 99% . . . .




Genetic condition

Smith-Lemli-Opitz syndrome

Duchenne/Becker muscular dystrophy,
X-linked

Short-rib thoracic dysplasia 3 with
or without polydactyly

Short-rib thoracic dysplasia 3 with
or without polydactyly

Short-rib thoracic dysplasia 3 with
or without polydactyly

Limb-girdle muscular dystrophy, type 21/
Muscular dystrophy-dystroglycanopathy,
type A, 5

Limb-girdle muscular dystrophy, type 21/
Muscular dystrophy-dystroglycanopathy,
type A, 5

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

Caucasian

French Canadian—
Québec

French Canadian-
Saguenay-
Lac-Saint-Jean

Northern European
Caucasian

Carrier
frequency*

Detection
rate*

Residual
risk*

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198 QHerit 445 QHerit611

Female Female Female

198 conditions | 445 conditions i

199 genes 446 genes

Test code 14230 Test code 13832

Male Male

179 conditions | 400 conditions conditions

180 genes 401 genes 0 gene
QEERCCE RV Test code 14231 Testcode 13831 Te




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611

Genetic condition frequency* |rate* | risk* Female Female Female Female

(NPACTICITCIEI 198 conditions | 445 conditions ditions

113 genes 199 genes 446 genes

QSO [MPViYA Test code 14230 Test code 13832

Male Male Male

LSS 179 conditions 400 conditions

97 genes 180 genes 401 genes

QEERCCE SRR Test code 14231 Test code 13831
Glycogen storage disease, type la G6PC1 Autosomal Recessive |Asian 1in 192 99% 1in 19,101 . . . .
‘Gycogonstorego disease, typola. G6PCT | Autosomal Recessive | GeneralPopulation | 1177 9% | 1in17601 | S N T R
‘Gyoogenstorage disease, typela G6PC1 | Autosomal Recessive | Caucasian | 177 ee%  1mizeor | T S ST .
‘Glycogen storage disease, typela G6PCT | AutosomalRecessive | Ashkenazidewish | 1in71 9% | 1m7001 | S S S .
‘Glycogen storage disease, typela G6PCT | AutosomalRecessive | Ashkenazidewish | 1in71 9% | 1m7001 | O o S B
Sgggf:n storage disease, type Il/Pompe GAA Autosomal Recessive | General Population | 1in 132 99% 1in 13,101 . . . .
Sgggf:” storage disease, type ll/Pompe | Autosomal Recessive | Asian 1in112 | 99% 1in 11,101 . . . .
Silzggfzn storage disease, type Il/Pompe GAA Autosomal Recessive | Caucasian 1in 100 99% 1in 9,901 . . . .
Silzggfzn storage disease, type Il/Pompe GAA Autosomal Recessive | African American 1in70 99% 1in 6,901 . . . .
Silzggfzn storage disease, type Il/Pompe GAA Autosomal Recessive | Ashkenazi Jewish 1in58 99% 1in 5,701 . . . .
Galactosemia GAIT  AutosomalRecessive | EastAsian | Ainso0 e |cinassor | O S o .
Galactosemia GAIT  AutosomalRecessive | Hispanic | 1ins0s e |1msosot | O S o .
Galactosemia GAIT | AutosomalRecessive | Ashkenazidewish | 1172 9% | 1mi7101 | O S O B
Galactosemia GALT | Autosomal Recessive | General Population | 11n 110 99%  1in10801 | O T T N
Galactosemia GALT Autosomal Recessive g:&’;";’i’;f“mpea" 1in108 | 99% 1in 10,701 . . . .
Galactosemia GAT | AutosomalRecessive | Cavcasian | 1108 o% |1mi0zo1 | O S S N
Galactosemia GALT | AutosomalRecessive | African American | 178 9%% | 1m7701 | O S o .
Galactosemia GALT  AutosomalRecessive | IishTravellers | 1in11 9% | 1mi001 | S O O .
Gaucherdisease GBA  AutosomalRecessive | Caucasian | tinte e  |1ms2el | O S O .
Gaucherdisease 684 AutosomalRecessive | General Population | 1n 153 95% | 1in3061 | O S O .
aucherdisease 684 AutosomalRecessive | Ashkenazidowish | 1in18 9% | 1msel | O S O .
Sz;gﬁiﬁ:z{zﬁz;jijiesizes’etype IV/Adult GBE1 Autosomal Recessive | General Population | 1in 387 99% 1in 38,601 . . . .
Sz;gﬁiﬁ:z{zﬁz;jijiesizes’etype IV/Adutt GBE1 Autosomal Recessive | Caucasian 1in 144 99% 1in 14,301 . . . .
Sz;gﬁiﬁ:z{zﬁz;jijiesizes’etype IV/Adult GBE1 Autosomal Recessive | Ashkenazi Jewish 1in 68 99% 1in 6,701 . . . .
Nonsyndromic hearing loss and deafness 1 | GJB2 | Autosomal Recessive | General Population | 1in42 | 99% | 1indiol | S S T R
Nonsyndromic hearing loss and deafness 1 |GJB2 | Autosomal Recessive | Caucasian | a0 ee%  1m2e01 | ST S ST .
Nonsyndromic hearing loss and deafness 1 |GJB2 | Autosomal Recessive | AshkenaziJewish | 1in21 | 99% | 1in2001 | S S S B
Nonsyndromic hearing loss and deafness 1 | GJB2 | Autosomal Recessive | EastAsian | 10 es% |1meor | S o S .
Fabrydisease, xlinked GLA  |xlnked General Population | 11n1500 |99% | 1inisg01 | S S o .
a"\’:gﬁg%’;‘:gm I and mucolipidosis Il GNPTAB | Autosomal Recessive | Asian 1in389 |99% | 1in38,801 . . . .
Z:ﬁzl}gggms I and mucolipidosis Il GNPTAB Autosomal Recessive | Caucasian 1in 225 99% 1in 22,401 . . . .
El\}/{:ﬁ:l/ig(i;:gsis I and mucolipidosis I GNPTAB Autosomal Recessive | General Population | 1in 158 99% 1in 15,701 . . . .
Fraseryndrome,typed GRIPT | Autosomal Recessive | GeneralPopulation | 183 9% | 1ms201 | O S o .
Aphathalassemia HBAI/HBA2  Autosomal Recessive | Caucasian | Ainso0 o%  |cinsser | O O O B
Aphathalassemia HBAY/HBAZ  Autosomal Recessive | African American | 130 |95% | 1inss1 | O S T N
Aphathalassemia HBAY/HBAZ  Autosomal Recessive | General Population | 1in25  |95% | 1inas1 | O S T N
Aphathalassemia HBAY/MBAZ Autosomal Recessive | Asian | tin20 e |1mset | O O o .
Aphathalassemia HBAY/MBAZ Autosomal Recessive | EastAsian | tinte e |1msot | O S o .
Aphathalassemia HBAV/HBAZ Autosomal Recessive | SoutheastAsian | 1in7 8% |11zt | S S o .
Aphathalassemia HBAY/HBA2  Autosomal Recessive | South Asian | tin2 e |tm21 | O S o .
‘Betahemoglobinopathies HBB | AutosomalRecessive | Caucasian | tinss s |1msaor | O SO O B




Genetic condition

Beta hemoglobinopathies

Mucopolysaccharidosis, type I/Hurler
syndrome

Mucopolysaccharidosis, type I/Hurler
syndrome

3-methylcrotonyl-CoA carboxylase 2
deficiency

3-methylcrotonyl-CoA carboxylase 2
deficiency

Autosomal recessive primary
microcephaly 1

Autosomal recessive primary
microcephaly 1

Megalencephalic leukoencephalopathy
with subcortical cysts

Megalencephalic leukoencephalopathy
with subcortical cysts

Combined methylmalonic aciduria and
homocystinuria, cblC type/Cobalamin C
deficiency

Combined methylmalonic aciduria and
homocystinuria, cblC type/Cobalamin C
deficiency

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Southern European
Caucasian

Sephardic Jewish—
Moroccan, Iraqi

French Canadian-
Other

French Canadian-
Gaspésie

Northern European
Caucasian

Northern European
Caucasian

Carrier
frequency*

1in 129

Detection
rate*

Residual
risk*

1in 12,801

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCCE SRV Test code 14231 Test code 13831

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

QHerit611
Female

Test code 13832

Male
400 conditions
401 genes




Genetic condition

Combined methylmalonic aciduria and
homocystinuria, cblC type/Cobalamin C
deficiency

Combined methylmalonic aciduria and
homocystinuria, cblC type/Cobalamin C
deficiency

Steroid resistant nephrotic syndrome,
type 1

Steroid resistant nephrotic syndrome,
type 1

Steroid resistant nephrotic syndrome,
type 1

Ornithine transcarbamylase deficiency,
X-linked

Autosomal recessive polycystic kidney
disease

Autosomal recessive polycystic kidney
disease

Autosomal recessive polycystic kidney
disease

Autosomal recessive polycystic kidney
disease

Gene

MMACHC

Inheritance pattern

Autosomal Recessive

Ethnicity*

Groffdale Confer-
ence Mennonite

Southern European
Caucasian

Sephardic Jewish—
Iranian, Bukharan,
Kavkazi, Tunisian,
Moroccan

South African
Afrikaner

Northern European
Caucasian

Carrier
frequency*

1in 113

Detection
rate*

Residual
risk*

1in 11,201

-
-
~
o
=

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

QHerit611
Female

conditions
0 gene



Genetic condition

PLP1-related disorders

Familial hemophagocytic
lymphohistiocytosis 2

Mitochondrial complex IV deficiency,
nuclear type 2

Biotin-thiamine-responsive basal
ganglia disease

Biotin-thiamine-responsive basal
ganglia disease

Creatine transporter defect, SLC6A8-
related, X-linked/Cerebral creatine
deficiency syndrome

Gene

Inheritance pattern

Ethnicity*

General Population

Northern European
Caucasian

Sephardic
Jewish-lIraqi,
Syrian, Tunisian

Northern European
Caucasian

Northern European
Caucasian

Carrier
frequency*

1in 37,500

Detection
rate*

Residual
risk*

1in 3,749,901

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

QHerit611
Female

Male
conditions




Genetic condition

Atransferrinemia

TNXB-related classical-like Ehlers-Danlos
syndrome

Mucopolysaccharidosis, type VI/
Maroteaux-Lamy syndrome
Mucopolysaccharidosis, type VI/
Maroteaux-Lamy syndrome

Mucopolysaccharidosis, type VI/
Maroteaux-Lamy syndrome

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Northern European
Caucasian

Sephardic Jewish—
Iraqi, Iranian

Sephardic Jewish—
Moroccan

Northern European
Caucasian

Sephardic Jewish—
Moroccan

Carrier
frequency*

1in 116

Detection
rate*

Residual
risk*

1in 11,501

QHerit112 QHerit 198 QHerit 445
Female Female Female
ANPACTICITCIEI 198 conditions | 445 conditions
113 genes 199 genes 446 genes

MR Al RV RYA Test code 14230 Test code 13832
Male Male Male

IR i} 179 conditions | 400 conditions
97 genes 180 genes 401 genes

QEERCCE SRV Test code 14231 Test code 13831

QHerit611
Female




Genetic condition

Limb-girdle muscular dystrophy, type 2A

Neuronal ceroid lipofuscinosis,
CLN3-related

Neuronal ceroid lipofuscinosis,
CLN3-related

Neuronal ceroid lipofuscinosis,
CLN5-related

Neuronal ceroid lipofuscinosis,
CLN5-related

Neuronal ceroid lipofuscinosis,
CLN6-related

Neuronal ceroid lipofuscinosis,
CLN8-related

Neuronal ceroid lipofuscinosis,
CLN8-related

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

East Asian

Northern European
Caucasian

Sephardic Jewish—
Moroccan

French Canadian—
Saguenay-Lac-
Saint-Jean

Sephardic Jewish—
Moroccan, Tunisian

Druze-
Northern Israel

Muslim Arab—
Jerusalem

Lumbee Native
American

Carrier
frequency*

1in 232

Detection
rate*

Residual
risk*

1in 23,101

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198
Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445 QHerit611
Female Female

445 conditions i

446 genes

Test code 13832

Male Male

400 conditions conditions
401 genes




Genetic condition

Glutaric acidemia, type |

Glycine encephalopathy/Nonketotic
hyperglycinemia

Glycine encephalopathy/Nonketotic
hyperglycinemia

Mucopolysaccharidosis, type 11D/
Sanfilippo syndrome D

Long chain 3-hydroxyacyl-CoA
dehydrogenase deficiency

Long chain 3-hydroxyacyl-CoA
dehydrogenase deficiency

Long chain 3-hydroxyacyl-CoA
dehydrogenase deficiency

Mucopolysaccharidosis, type IIC/
Sanfilippo syndrome C

Mucopolysaccharidosis, type IIC/
Sanfilippo syndrome C

Mucopolysaccharidosis, type IIC/
Sanfilippo syndrome C

3-hydroxy-3-methylglutaryl-CoA lyase
deficiency

Mucopolysaccharidosis, type [I/Hunter
syndrome

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

Lancaster County
Amish

Oji-Cree
FirstNation—
North Manitoba

Sephardic Jewish—
Iranian, Syrian

Carrier
frequency*

Detection
rate*

Residual
risk*

1in 801

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female

Male
conditions




Genetic condition

LAMA2 muscular dystrophy
Junctional epidermolysis bullosa,
LAMA3-related

Junctional epidermolysis bullosa,
LAMB3-related

Junctional epidermolysis bullosa,
LAMC2-related

Mitochondrial complex IV deficiency,
nuclear type 5/Leigh syndrome,
French-Canadian type

Mitochondrial complex IV deficiency,
nuclear type 5/Leigh syndrome,
French-Canadian type

3-methylcrotonyl-CoA carboxylase 1
deficiency

3-methylcrotonyl-CoA carboxylase 1
deficiency

Spondylothoracic dysostosis and
spondylocostal dysostosis 2

Spondylothoracic dysostosis and
spondylocostal dysostosis 2

Congenital amegakaryocytic
thrombocytopenia

Congenital amegakaryocytic
thrombocytopenia

Congenital amegakaryocytic
thrombocytopenia

Mucopolysaccharidosis, type 1B/
Sanfilippo syndrome B

Mucopolysaccharidosis, type I11B/
Sanfilippo syndrome B

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

French Canadian-
Saguenay-Lac-
Saint-Jean

Northern European
Caucasian

Sephardic Jewish—
Bukharan, Kurdish

Carrier
frequency*

Detection
rate*

Residual
risk*

1in 8,601

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCC SRV Test code 14231 Test code 13831

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445 QHerit611
Female Female
445 conditions

446 genes

Test code 13832

Male
400 conditions
401 genes




Genetic condition

Mucopolysaccharidosis, type I11B/
Sanfilippo syndrome B

type 2

Rhizomelic chondrodysplasia punctata,
type 1

Rhizomelic chondrodysplasia punctata,
type 1

Neuronal ceroid lipofuscinosis,
PPT1-related

Neuronal ceroid lipofuscinosis,
PPT1-related

Combined pituitary hormone deficiency,
type 2

6-pyruvoyl-tetrahydropterin synthase
deficiency

6-pyruvoyl-tetrahydropterin synthase
deficiency

6-pyruvoyl-tetrahydropterin synthase
deficiency

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

Sephardic Jewish—
Yemenite

French Canadian—
Charlevoix-
Saguenay

Carrier
frequency*

1in 298

Detection
rate*

Residual
risk*

1in 29,701

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCCE SRV Test code 14231 Test code 13831

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

QHerit611
Female

Test code 13832

Male
400 conditions
401 genes




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611

Genetic condition frequency* |rate* | risk* Female Female Female Female

(RVACCIIIEICREMN 198 conditions 445 conditions

113 genes 199 genes 446 genes

QSO [ PViYA Test code 14230 Test code 13832

Male Male Male

LIRSS 179 conditions 400 conditions

97 genes 180 genes 401 genes

QEERCCE SRV Test code 14231 Test code 13831
Limb-girdle muscular dystrophy, type 3 SGCA Autosomal Recessive g:;if;esrir;:uropean 1in 160 99% 1in 15,901 . . .
Limb-girdle muscular dystrophy, type 3 SGCA Autosomal Recessive | Finnish 1in 150 99% 1in 14,901 . . .
Limb-girdle muscular dystrophy, type 4 SGCB Autosomal Recessive gao:ihaesrir;:uropean <1in500 |99% <1in 49,901 . . .
Limb-girdle muscular dystrophy, type 4 SGCB Autosomal Recessive | General Population | <1in500 |99% <11in 49,901 . . .
Limb-girdle muscular dystrophy, type 4 SGCB Autosomal Recessive | Caucasian 1in 406 99% 1in 40,501 . . .
Mucopolysaccharidosis, type I1IA/ SGSH Autosomal Recessive | General Population | 1in415 | 99% 11in 41,401 . . .
Sanfilippo syndrome A
Mucopolysaccharidosis, type I1IA/ SGSH Autosomal Recessive | Caucasian 1in253 | 99% 1in 25,201 . . .
Sanfilippo syndrome A
Agenesis of the corpus callosum with SLC12A6 | Autosomal Recessive | General Population | <1in500 | 99% <1in 49,901 . . .
peripheral neuropathy
Agenesis of the corpus callosum with SLC12A6 | Autosomal Recessive | French Canadian | 1in23 | 99% 1in 2,201 . . .
peripheral neuropathy
Carnitine deficiency, systemic primary SLC22A5 Autosomal Recessive | General Population | 1in 200 99% 1in 19,901 . Ao .
Carnitine deficiency, systemic primary SLC22A5 Autosomal Recessive | Caucasian 1in 110 99% 1in 10,901 . . .
Carnitine deficiency, systemic primary SLC22A5 Autosomal Recessive | East Asian 1in 100 99% 1in 9,901 . . .
Carnitine deficiency, systemic primary SLC22A5 Autosomal Recessive | Asian 1in 100 99% 1in 9,901 . . .
Carnitine deficiency, systemic primary SLC22A5 Autosomal Recessive | Faroese 1in 20 99% 1in 1,901 . . .
:;Ejh;%;ﬁf:ssls’ intellectual disability, SLC35A3 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . . .
Arthrogryposis, intellectual disability, SLC35A3 | Autosomal Recessive | Ashkenazi Jewish | 1in453 | 99% 11in 45,201 o o o
and seizures
Lysinuric protein intolerance SLC7A7 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . . .
Lysinuric protein intolerance SLC7A7 Autosomal Recessive | Finnish 1in 122 99% 1in 12,101 . . .
Lysinuric protein intolerance SLC7A7 Autosomal Recessive | Japanese 1in 119 99% 1in 11,801 . . .
Tyrosinemia, type Il TAT Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . . .
Autosomal recessive congenital ichthyosis | TGM1 Autosomal Recessive | General Population | 1in 301 99% 1in 30,001 . . .
Autosomal recessive congenital ichthyosis | TGM1 Autosomal Recessive | Caucasian 1in 253 99% 1in 25,201 . . .
Autosomal recessive congenital ichthyosis | TGM1 Autosomal Recessive | Norwegian 1in 151 99% 1in 15,001 . . .
Tyrosine hydroxylase deficiency TH Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . . .
Tyrosine hydroxylase deficiency TH Autosomal Recessive | Asian 1in 416 99% 1in 41,501 . . .
Tyrosine hydroxylase deficiency TH Autosomal Recessive | Caucasian 1in 224 99% 1in 22,301 . . .
Neuronal ceroid lipofuscinosis, TPP1 Autosomal Recessive | General Population | 1in 314 99% 1in 31,301 . . .
TPP1-related
Neuronal ceroid lipofuscinosis, TPP1 Autosomal Recessive | Newfoundland 1in 59 99% 1in 5,801 . . .
TPP1-related
Usher syndrome, type 1C USH1C Autosomal Recessive | General Population | 1in 353 99% 1in 35,201 . . .
Usher syndrome, type 1C USH1C Autosomal Recessive ;LeargﬁgnCanadlan, 1in 227 99% 1in 22,601 . . .
Usher syndrome, type 1C USH1C Autosomal Recessive | Acadian Tin41 99% 1in 4,001 . . .
Triple A syndrome AAAS Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
GABA-transaminase deficiency ABAT Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Congenital ichthyosis, ABCA12-related ABCA12 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Progressive familial intrahepatic ABCB11 | Autosomal Recessive | General Population | 1in 158 | 99% 1in 15,701 o 5
cholestasis 2
Mitochondrial complex | deficiency, ACAD9 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
ACAD9-related
Peroxisomal acyl-CoA oxidase deficiency ACOX1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
g:irgtll)rlin:d malonic and methylmalonic ACSF3 Autosomal Recessive | General Population | 1in 86 99% 1in 8,501 . .
Enhlers-Danlos s_yndrome, ADAMTS2 | Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
dermatosparaxis type




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611

Genetic condition froquency* |mter | risk* Female Female Female  Female
ANPACICITCIEI 198 conditions | 445 conditions d
113 genes 199 genes 446 genes
MR Al RV RYA Test code 14230 Test code 13832
Male Male Male Male

96 conditions 179 conditions | 400 conditions conditions
97 genes 180 genes 401 genes

Ehlers-Danlos syndrome, ADAMTS2

X Autosomal Recessive | Ashkenazi Jewish 1in 248 99% 1in 24,701 . .

dermatosparaxis type
Bilateral frontoparietal polymicrogyria ADGRG1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Usher syndrome, type 2C ADGRV1 Autosomal Recessive | General Population | 1in 176 99% 1in 17,501 . .
gr::%meuc chondrodysplasia punctata, AGPS Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
gg;?cli"e’;i‘; %X'dat"’e phosphorylation AIFM1 Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Pyridoxine-dependent epilepsy ALDH7A1 Autosomal Recessive | General Population | 1in 158 99% 1in 15,701 . .
Congenital disorder of glycosylation, type Ic | ALG6 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Alstrém syndrome ALMS1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
MEDNIK syndrome AP1S1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Hermansky-Pudlak syndrome, type 2 AP3B1 Autosomal Recessive | General Population | 1in 158 99% 1in 15,701 . .
Nephrogenic diabetes insipidus AQP2 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Argininemia ARG1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Joubert syndrome 8 ARL13B Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .

. . o . 1in o, Tin . .
X-linked chondrodysplasia punctata 1 ARSL X-Linked General Population 375,000 99% 37,499,901
Farber lipogranulomatosis ASAH1 Autosomal Recessive | General Population | 1in 500 99% <1in 49,901 . .
Asparagine synthetase deficiency ASNS Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Asparagine synthetase deficiency ASNS Autosomal Recessive ﬁzz?aar:dlc Jewish- 1in 80 99% 1in 7,901 . .
Renal tubular acidosis and deafness, . . . o .
ATP6V1B1-related ATP6V1B1 | Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901
Renal tubular acidosis and deafness, . Sephardic Jewish— . o . . .
ATP6V1B1-related ATP6V1B1 | Autosomal Recessive Syrian 1in 140 99% 1in 13,901
Progressive familial intrahepatic
cholestasis 1 and benign familial ATP8B1 Autosomal Recessive | General Population | 1in53 99% 1in 5,201 . .
intrahepatic cholestasis 1
Alpha-thalassemia intellectual disability o . <1in o <Tin . .
syndrome, X-linked ATRX X-Linked General Population 750,000 99% 74,999,901

1in Tin

X-linked hyper IgM syndrome CD40LG X-Linked General Population 500,000 99% 49,999,901 . .
Soubertsyndrome2s CEP104 | Autosomal Recossive | General Population | <1in500 |99% | <timagsol | || S A
Sowbertsyndromest CEP120 | Autosomal Recessive | GeneralPopulation | <1in500 |99% | <tmagsol | | | S A
Soubertsyndrome1s CEP41 | Autosomal Recessive | GeneralPopulation | <1in500 |09% | <tmasol | | | S A
Retintispigmentosazs CERKL | Autosomal Recessive |GeneralPopulation | 1in137  |09% 11zl | | | S A
Retinitis pigmentosa 26 CERKL Autosomal Recessive 3:5]2?;?:: Jewish— 1in24 99% 1in 2,301 . .
Congenital myasthenic syndrome, CHAT Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .

CHAT-related




Genetic condition

Multiple pterygium syndrome, lethal type

Congenital myasthenic syndrome,
COLQ-related

Carbamoyl phosphate synthetase |
deficiency

Carbamoyl phosphate synthetase |
deficiency

Carbamoyl phosphate synthetase |
deficiency

type A, 7

Neuronal ceroid lipofuscinosis,
CTSD-related

Congenital adrenal hyperplasia due to
11-beta-hydroxylase deficiency

Congenital adrenal hyperplasia due to
17-alpha-hydroxylase deficiency

Congenital myasthenic syndrome,
DOK7-related

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Sephardic Jewish—
Moroccan

Sephardic Jewish—
Iranian

Northern European
Caucasian

Carrier
frequency*

Detection
rate*

Residual
risk*

1in 4,901

Tin

<1in

<1in

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female

Male
conditions




Genetic condition

Congenital myasthenic syndrome,
DOK7-related

Congenital myasthenic syndrome,
DOK7-related

Congenital myasthenic syndrome,
DOK7-related

Dihydropyrimidine dehydrogenase
deficiency

Dihydropyrimidine dehydrogenase
deficiency

Leukoencephalopathy with vanishing
white matter 5

"Emery-Dreifuss muscular dystrophy,
X-linked

Cerebrooculofacioskeletal syndrome 1/
Cockayne syndrome, type B

Multiple acyl-CoA dehydrogenase
deficiency/Glutaric aciduria, type IIA

Multiple acyl-CoA dehydrogenase
deficiency/Glutaric aciduria, type 1IB

Multiple acyl-CoA dehydrogenase
deficiency/Glutaric aciduria, type IIC

Multiple acyl-CoA dehydrogenase
deficiency/Glutaric aciduria, type IIC

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

French Canadian

Northern European
Caucasian

Sephardic Jewish—
Libyan, Moroccan,
Tunisian, Bulgarian

Amish

Sephardic Jewish—
Moroccan

Sephardic Jewish—

Libyan, Moroccan,
Tunisian, Bulgarian

Carrier
frequency*

1in 353

Detection
rate*

Residual
risk*

1in 35,201

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

QHerit611
Female

Male
conditions




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611
Genetic condition froquency* |mter | risk* Female Female Female  Female
(RVACCIIIEICREMN 198 conditions 445 conditions d
113 genes 199 genes 446 genes
QSO [ PViYA Test code 14230 Test code 13832
Male Male Male Male
LIRSS 179 conditions 400 conditions conditions
97 genes 180 genes 401 genes
QEERCC SRV Test code 14231 Testcode 13831 Te
Immunodysregulation, polyendocrinopathy, i . <1in o <1lin . .
and enteropathy, X-linked Foxps X-Linked General Population | ;50 g | 99% 74,999,901
Glu_cqse—ﬁ—phosphate dehydrogenase G6PD Autosomal Recessive | General Population | 1in 30 99% 1in 2,901 . .
deficiency
Glu_cqse—ﬁ—phosphate dehydrogenase G6PD Autosomal Recessive | African American 1inb 99% 1in 401 . .
deficiency
S:fl?c‘?;‘r’fc‘“;m'a'type Il/Galactokinase GALK1 Autosomal Recessive | Asian 1in500 |99% <1in 49,901 . .
Galf’igtosemla,type Il/Galactokinase GALK1 Autosomal Recessive | General Population | 1in 122 99% 1in 12,101 . .
deficiency
Galfigtosema, type Il/Galactokinase GALK1 Autosomal Recessive | Roma 1in47 99% 1in 4,601 . .
deficiency
!I%Z?Esiisacchandosm,type IVA/Morquio GALNS Autosomal Recessive | General Population | 1in 307 99% 1in 30,601 . .
}C-iéll;::ierzgziossphatemlc familial tumoral GALNT3 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
g:ggilgr:r;;acetate methyltransferase GAMT Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Guafn_ldlnoacetate methyltransferase GAMT Autosomal Recessive | Portuguese 1in 125 99% 1in 12,401 . .
deficiency
Cor_n!_)lned oxidative phosphorylation GFM1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
deficiency 1
Charcot-Marie-Tooth disease, type 1X GJB1 X-Linked General Population | 1in7000 |99% 1in 699,901 . .
g]r;;ozmellc chondrodysplasia punctata, GNPAT Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Mucolipidosis Il gamma GNPTG Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Mucolipidosis Il gamma GNPTG Autosomal Recessive | Caucasian 1in 273 99% 1in 27,201 . .
Bernard-Soulier syndrome, type A GP1BA Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Bernard-Soulier syndrome, type C GP9 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Primary hyperoxaluria, type Il GRHPR Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
xﬁ%‘:gﬂisamha”d“'s’ type VII/Sly GUSB Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
3;2?’6‘:;’;{/“”['0“ dehydrogenase HADH Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Mitochondrial trifunctional protein . . : o . . .
deficiency, HADHB-related HADHB Autosomal Recessive | General Population | 1in 146 99% 1in 14,501
<1in500 |99% <1in 49,901 . .
<1in500 |99% <1in 49,901 . .
<1in500 |99% <1in 49,901 . .
1in 309 99% 1in 30,801 . .
1in o Tin
285000 | 2% | 28499,901 . .
<1in500 |99% <1in 49,901 . .
17-beta-hydroxysteroid dehydrogenase HSD17B3 | Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
deficiency, type llI
8-beta-hydroxysteroid dehydrogenase HSD3B2 Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
deficiency, type Il
Mucopolysaccharlfﬂgsm,type X/ HYAL1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Hyaluronidase deficiency
R S IL2RG X-Linked General Population | 1in69,000 99% | 1in 6,899,901 c :
Joubert syndrome 1 INPPSE Autosomal Recessive | General Population | 1in 264 99% 1in 26,301 . .
Nephronophthisis 2 INVS Autosomal Recessive | General Population | 1in 373 99% 1in 37,201 . .
Senior-Lgken syndrome 5 1QCB1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
L\;II::(:Aulgr dystrophy-dystroglycanopathy, LARGE1 Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Leber congenital amaurosis 5 LCAS Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Familial hypercholesterolemia, LDLR Autosomal Recessive | General Population | <1in500 | 99% <1in 49,901 5 5
LDLR-related
Familial hypercholesterolemia, LDLR Autosomal Recessive | French Canadian | 1in267 | 99% 1in 26,601 . .
LDLR-related




Genetic condition

Familial hypercholesterolemia,
LDLR-related

Familial hypercholesterolemia,
LDLR-related

Familial hypercholesterolemia,
LDLR-related

Familial hypercholesterolemia,
LDLR-related

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

Caucasian

South African
Afrikaner

Carrier
frequency*

1in 200

Familial hypercholesterolemia,
LDLRAP1-related

Familial hypercholesterolemia,
LDLRAP1-related

Combined pituitary hormone deficiency,
type 3

Sephardic Jewish—
Iranian

French Canadian-
Other

French Canadian—
Saguenay-
Lac-Saint-Jean

Detection
rate*

Residual
risk*

1in 19,901

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

QHerit611
Female

Male
conditions

Neuronal ceroid lipofuscinosis,
MFSD8-related

Combined methylmalonic aciduria and
homocystinuria, cblD type/Cobalamin D
deficiency

Combined methylmalonic aciduria and
homocystinuria, cblD type/Cobalamin D
deficiency

Molybdenum cofactor deficiency of
complementation group A

MPV17-related mitochondrial DNA
maintenance defect

MPV17-related mitochondrial DNA
maintenance defect

Homocystinuria caused by
methylenetetrahydrofolate reductase
deficiency

Homocystinuria caused by
methylenetetrahydrofolate reductase
deficiency

Sephardic Jewish—
Bukharan




Genetic condition

Charcot-Marie-Tooth disease, type 4D

Mitochondrial complex | deficiency,
nuclear type 16

Mitochondrial complex | deficiency,
nuclear type 16

Mitochondrial complex | deficiency,
nuclear type 17

Mitochondrial complex | deficiency,
nuclear type 1

Mitochondrial complex | deficiency,
nuclear type 9

Mitochondrial complex | deficiency,
nuclear type 9

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Carrier
frequency*

<1in 500

NPHP1 nephronophthisis-related
ciliopathies
NPHP3 nephronophthisis-related
ciliopathies
NPHP4 nephronophthisis-related
ciliopathies

Congenital insensitivity to pain with
anhidrosis

Congenital insensitivity to pain with
anhidrosis

Congenital insensitivity to pain with
anhidrosis

3-methylglutaconic aciduria, type I1l/
Costeff syndrome

3-methylglutaconic aciduria, type I1l/
Costeff syndrome

Pyruvate dehydrogenase E1-alpha
deficiency

Mitochondrial complex IV deficiency,
nuclear type 12

Phosphoglycerate dehydrogenase
deficiency

Phosphoglycerate dehydrogenase
deficiency

Sephardic Jewish—
Moroccan

Sephardic Jewish—
Iraqi, Syrian

Iraqi

Detection
rate*

Residual
risk*

<1in 49,901

Tin

<1in

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

QHerit611
Female

Male
conditions

Steroid-resistant nephrotic syndrome,
type 3




Gene Inheritance pattern Ethnicity* Carrier Detection | Residual QHerit112 QHerit 198 QHerit 445 QHerit611
Genetic condition froquency® |rats® | rske Female Female Female Female
(RVACCIIIEICREMN 198 conditions 445 conditions i
113 genes 199 genes 446 genes
QSO [ PViYA Test code 14230 Test code 13832
Male Male Male Male
LIRSS 179 conditions 400 conditions conditions
97 genes 180 genes 401 genes
QEERCC SRV Test code 14231 Testcode 13831 Te
x:z?lgr dystrophy-dystroglycanopathy, POMGNT1 | Autosomal Recessive | General Population | 1in 462 99% 1in 46,101 . .
x:zCA”lg’ dystrophy-dystroglycanopathy, | poyigNT1 | Autosomal Recessive | Finnish 1in111 | 99% 1in 11,001 . .
L\;Ill;z(;ul?r dystrophy-dystroglycanopathy, POMT1 Autosomal Recessive | General Population | 1in 275 99% 1in 27,401 . .
L\;Ill;z(;ul;r dystrophy-dystroglycanopathy, POMT2 Autosomal Recessive | General Population | 1in 465 99% 1in 46,401 . .
. . . 1in o 1in
PRPS1-related disorders PRPS1 X-Linked General Population 500,000 99% 49,999,901 . .
Metac_hromat!c_leukodystrophy due to PSAP Autosomal Recessive | General Population | <1in 500 99% <1in 49,901 . .
saposin B deficiency
Myop_athy, lactic acidosis, and sideroblastic pUST Autosomal Recessive Sep_hardlc Jewish— 1in500 |99% 1in 49,901 . .
anemia Iranian
gllny;rzia;hy, tactic acidosis, and sideroblastic PUS1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Glycogen storage disease, type V PYGM Autosomal Recessive | Caucasian 1in 191 99% 1in 19,001 . .
Glycogen storage disease, type V PYGM Autosomal Recessive | General Population | 1in 191 99% 1in 19,001 . .
Glycogen storage disease, type V PYGM Autosomal Recessive ﬁﬁfg;;dlc Jewish- 1in 84 99% 1in 8,301 . .
Carpenter syndrome RAB23 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Carpenter syndrome RAB23 Autosomal Recessive | Caucasian <1in500 |99% <1in 49,901 . .
Severe combined immunodeficiency, RAG1 Autosomal Recessive | General Population | 1in 245 99% 1in 24,401 . .
RAG1-related
gz\é?i:gggnw immunodeficiency, RAG2 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Severe combined immunodeficiency, RAG2 Autosomal Recessive | SePhardicJewish= 1 10505 | ggog <1in 49,901 . .
RAG2-related Iraqi
Congenital myasthenic syndrome, RAPSN Autosomal Recessive | SoPardicJewish=1 ;500 | g9, <1in 49,901 . .
RAPSN-related Iraqi, Iranian
Congenital myasthenic syndrome, . . . o . . .
RAPSN-related RAPSN Autosomal Recessive | General Population | 1in 252 99% 1in 25,101
Congenital myasthenic syndrome, . . . o . . .
RAPSN-related RAPSN Autosomal Recessive | Caucasian 1in176 99% 1in 17,501
Leber congenital amaurosis 13 RDH12 Autosomal Recessive | General Population | 1in 456 99% 1in 45,501 . .
Aicardi-Goutieres syndrome 4 RNASEH2A | Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Aicardi-Goutieres syndrome 3 RNASEH2C | Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Leber congenital amaurosis 2 RPE65 Autosomal Recessive | General Population | 1in 228 99% 1in 22,701 . .
Leber congenital amaurosis 2 RPE65 Autosomal Recessive Sephardl(_: Jewish- 1in 90 99% 1in 8,901 . .
North African
Ciliopathies, RPGRIP1L-related RPGRIP1L | Autosomal Recessive | General Population | 1in 259 99% 1in 25,801 . .
Aicardi-Goutiéres syndrome 5 SAMHD1 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Shwachman-Diamond syndrome SBDS Autosomal Recessive | General Population | 1in 145 99% 1in 14,401 . .
Action myoclonus renal failure syndrome SCARB2 Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Progressive cerebello-cerebral atrophy SEPSECS | Autosomal Recessive | General Population | <1in500 |99% <1in 49,901 . .
Progressive cerebello-cerebral atrophy SEPSECS | Autosomal Recessive Sephardic Jew'.Sh_ 1in41 99% 1in 4,001 . .
Moroccan, Iraqi
Alpha-1 antitrypsin deficiency SERPINAT | Autosomal Recessive | General Population | 1in 38 99% 1in 3,701 . .
Alpha-1 antitrypsin deficiency SERPINAT | Autosomal Recessive | Ashkenazi Jewish 1in 24 99% 1in 2,301 . .
Alpha-1 antitrypsin deficiency SERPINAT | Autosomal Recessive g:;g;esrir;:uropean 1in15 99% 1in 1,401 . .
Limb-girdle muscular dystrophy, type 6 SGCD Autosomal Recessive | General Population | <1in 500 |99% <1in 49,901 . .
Limb-girdle muscular dystrophy, type 5 SGCG Autosomal Recessive g::::f;esrira]:uropean <1in500 |99% <1in 49,901 . .
Limb-girdle muscular dystrophy, type 5 SGCG Autosomal Recessive | General Population | 1in 354 99% 1in 35,301 . .
Limb-girdle muscular dystrophy, type 5 SGCG Autosomal Recessive | Moroccan 1in 250 99% 1in 24,901 . .
Limb-girdle muscular dystrophy, type 5 SGCG Autosomal Recessive | Roma 1in 96 99% 1in 9,501 . .
Gitelman syndrome SLC12A3 Autosomal Recessive | General Population | 1in 100 99% 1in 9,901 . .




Genetic condition

Free sialic acid storage disorders

Spastic tetraplegia, thin corpus callosum,

and progressive microcephaly

Carnitine-acylcarnitine translocase
deficiency

Corneal dystrophy and perceptive
deafnesssyndrome

Familial hemophagocytic
lymphohistiocytosis 4

Familial hemophagocytic |
ymphohistiocytosis 5

Recurrent metabolic crises with
rhabdomyolysis, cardiac arrhythmias,
and neurodegeneration

Osteopetrosis, infantile malignant,
TCIRG1-related

Osteopetrosis, infantile malignant,
TCIRG1-related

Osteopetrosis, infantile malignant,
TCIRG1-related

Osteopetrosis, infantile malignant,
TCIRG1-related

TECPR2-related hereditary sensory and
autonomic neuropathy with intellectual
disability

TECPR2-related hereditary sensory and
autonomic neuropathy with intellectual
disability

Progressive familial intrahepatic
cholestasis 4

Gene

SLC17A5

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Métis Nation—
Saskatchewan

Sephardic Jewish—
Bukharan

Sephardic Jewish—
Yemenite

Carrier
frequency*

<1in 500

1in

Detection
rate*

Residual
risk*

<1in 49,901

Tin

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female

Male
conditions

22



Genetic condition

Pontocerebellar hypoplasia, types 4 and 2A

Combined oxidative phosphorylation
deficiency 3

Combined oxidative phosphorylation
deficiency 3

Mitochondrial DNA depletion syndrome 1,
MNGIE type

Mitochondrial DNA depletion syndrome 1,
MNGIE type

Mitochondrial DNA depletion syndrome 1,
MNGIE type

Odonto-onycho-dermal dysplasia/
Schopf-Schulz-Passarge syndrome

Progressive familial intrahepatic
cholestasis 3

Developmental and epileptic
encephalopathy 36

Gene

TSEN54

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Iranian

Sephardic Jewish—
Iranian, Syrian

Sephardic Jews—
Iranian, Moroccan

Carrier
frequency*

<1in 500

<1in

<Tin

Detection
rate*

Residual
risk*

<1in 49,901

<1in

<1lin

<1in

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male
96 conditions
97 genes

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female

Male
conditions




Genetic condition

Androgen insensitivity syndrome

Developmental and epileptic
encephalopathy 50

Developmental and epileptic
encephalopathy 50

Developmental and epileptic
encephalopathy 50

Catecholaminergic polymorphic
ventricular tachycardia, type 2

Autosomal recessive intellectual
developmental disorder, type 3

Autosomal recessive intellectual
developmental disorder, type 3

Severe combined immunodeficiency,
CD3D-related

Severe combined immunodeficiency,
CD3E-related

Junctional epidermolysis bullosa,
COL17A1-related

Mitochondrial complex IV deficiency,
nuclear type 6

Deoxyguanosine kinase deficiency/
Mitochondrial DNA depletion syndrome 3

Immunodeficiency-centromeric instability-
facial anomalies syndrome 1

Leukoencephalopathy with vanishing white
matter 1

Gene

Inheritance pattern

X-Linked

Ethnicity*

General Population

Sephardic Jews—
North African

Northern European
Caucasian

Carrier
frequency*

1in 5000

Detection
rate*

Residual
risk*

1in 499,901

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCC SRV Test code 14231 Test code 13831

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female




Genetic condition

Leukoencephalopathy with vanishing white
matter 2

Leukoencephalopathy with vanishing
white matter 3

Leukoencephalopathy with vanishing
white matter 4

Severe combined immunodeficiency,
FOXN1-related

Mitochondrial complex | deficiency,
nuclear type 19

Galactosemia, type lll/Galactose epimerase
deficiency

Galactosemia, type lll/Galactose epimerase
deficiency

Arginine:glycine amidinotransferase
deficiency

Methylmalonic aciduria and
homocystinuria, cblX type

Severe combined immunodeficiency,
IKBKB-related

Severe combined immunodeficiency,
IL7R-related

Junctional epidermolysis bullosa,
ITGA6-related

Junctional epidermolysis bullosa,
ITGB4-related

Gene

EIF2B2

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Carrier
frequency*

<1in 500

<Tin

<1in

Detection
rate*

Residual
risk*

<1in 49,901

<lin

<1in
<1in

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCC SRV Test code 14231 Test code 13831

QHerit 198

Female

198 conditions
199 genes

Test code 14230

Male
179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes
Test code 13832
Male

400 conditions
401 genes

QHerit611
Female



Genetic condition

Severe combined immunodeficiency,
JAK3-related

Methylmalonic aciduria and
homocystinuria, cblF type

Molybdenum cofactor deficiency of
complementation group B

Homocystinuria-megaloblastic anemia,
cblG type

Congenital myasthenic syndrome,
MUSK-related

Mitochondrial complex | deficiency,
nuclear type 10

Mitochondrial complex | deficiency,
nuclear type 3

Mitochondrial complex | deficiency,
nuclear type 4

Congenital disorder of deglycosylation,
type 1

Lung disease, immunodeficiency, and
chromosome breakage syndrome

Nonsyndromic hearing loss and
deafness 22

Pantothenate kinase-associated
neurodegeneration

Pterin-4 alpha-carbinolamine dehydratase
deficiency

Microcephalic osteodysplastic primordial
dwarfism, type Il

Microcephalic osteodysplastic primordial
dwarfism, type Il

PGM3-congenital disorder of glycosylation/
Immunodeficiency 23

Nonsyndromic hearing loss and
deafness 59

PLOD1-related kyphoscoliotic
Ehlers-Danlos syndrome

Pyridoxamine 5'-phosphate oxidase
deficiency

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Israel

Carrier
frequency*

1in 299

Detection
rate*

Residual
risk*

1in 29,801

QHerit112
Female

112 conditions
113 genes

Test code 14232
Male

96 conditions
97 genes

QEERCCE SRV Test code 14231 Test code 13831

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male
400 conditions
401 genes

QHerit611
Female




Genetic condition

Xeroderma pigmentosum, variant type

Cytochrome P450 oxidoreductase
deficiency

Combined or isolated pituitary hormone
deficiency, type 1

Severe combined immunodeficiency,
PTPRC-related

Muscular dystrophy-dystroglycanopathy,
type A, 10

Normophosphatemic familial tumoral
calcinosis

Thiamine-responsive megaloblastic anemia
syndrome

Cerebral dysgenesis, neuropathy,
ichthyosis, and palmoplantar
keratoderma syndrome

Early-onset progressive encephalopathy
with brain atrophy and thin corpus callosum

Gene

Inheritance pattern

Autosomal Recessive

Ethnicity*

General Population

Carrier
frequency*

<1in 500

Detection
rate*

Residual
risk*

<1in 49,901

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male

96 conditions
97 genes

Test code 14227

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

Test code 14231

QHerit 445
Female

445 conditions
446 genes

Test code 13832
Male

400 conditions
401 genes

Test code 13831

QHerit611
Female
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Genetic condition

Nonsyndromic hearing loss and deafness 8

Familial hemophagocytic
lymphohistiocytosis 3

Familial hemophagocytic
lymphohistiocytosis 3

Immunodeficiency-centromeric instability-
facial anomalies syndrome 2

Gene

TMPRSS3

Inheritance pattern

Autosomal Recessive

* Data related to ethnicity, carrier frequency, detection rate, and

Important Information:

QHerit, QHerit 112, QHerit 198, QHerit 445, and QHerit 611 are carrier “screening” tests, and they screen for variations in genes linked to certain health

disorders, which can be passed from parents to children.

Ethnicity*

General Population

Carrier
frequency*

Detection
rate*

Residual
risk*

1in 9,501

residual risk are reported by Baylor Genetics®.

QHerit112

Female

112 conditions
113 genes

Test code 14232

Male

96 conditions
97 genes

Test code 14227

QHerit 198
Female

198 conditions
199 genes

Test code 14230
Male

179 conditions
180 genes

Test code 14231

QHerit 445
Female

445 conditions
446 genes

Test code 13832

Male

400 conditions
401 genes

Test code 13831

QHerit611

Female
nditions

Male
conditions

QHerit screens 24 genes; QHerit 112 screens 113 genes; QHerit 198 screens 199 genes; QHerit 445 screens 446 genes; and QHerit 611 screens 612 genes.
For a full list of genes that each panel in the QHerit family screens, visit QHerit.com. If the results from any panel in the QHerit family suggest that a patient
may be a carrier of a gene variation that can cause a health disorder in her offspring, it is recommended that her reproductive partner be offered genetic
screening and that genetic counseling be provided. Pregnancy management decisions should not be based on the results of these screening tests alone.
As with any test, there may be false positives or false negatives. The positive predictive value of the screening test varies by genetic variation and may be
lower for rare conditions. Each panel in the QHerit family is a laboratory-developed test that has been developed and validated pursuant to the Clinical
Laboratory Improvements Amendments of 1988 (CLIA) and, as such, it has not been reviewed by the FDA.
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