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WARNING

The values of the results of genetic tests are not diagnostic, but show trends that
are influenced by physiological, pathological conditions, use of medications and
other personal conditions of the examinee.

Only your clinician is able to correctly interpret these results and to prescribe the
most appropriate treatment for you, and the company is not responsible for any
treatment based on the results.

If necessary, our science team is available to discuss the results with the
attending clinician upon request.

The genetic test

The genetic examination is the most current and advanced technological leap in the
health area, mainly for the clinical area because DNA is the true Instruction Manual for
the individual.

The exam shows conditions, determined by genetics, that may or may not develop at
some point in life, as in DNA, all individual needs, susceptibilities and psycho-
behavioral and structural characteristics are determined with high precision,
functional and reactive that an individual has and will have throughout his life.

Today science considers Epigenetics, a term that encompasses countless factors such
as the state and emotional relationships, nutrition, physical activity and environmental
factors, among others, as of fundamental value for development (expression), or not (
silencing), of these conditions.

Hence the importance of genetic examination. It allows each person to know what
their tendencies are and thus be able to work epigenetically to prevent them from
developing (genetic silencing), thus maintaining their Health, Vitality, Beauty and
Longevity.

The information found in the DNA, which determines the individual differences and
the conditions analyzed in the exams, are called Polymorphisms (SNPs). In each
condition our exam can find and analyze up to several dozen polymorphisms.

The current level of our technology, allows the high level of precision and reliability of
our exams in the fundamental aspects for a genetic exam.
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How to interpret the exam:

FIRST PART
The analyzed genetic CONDITIONS are grouped into CATEGORIES.

Each CONDITION is presented according to its MAGNITUDE. That is, what is the
genetic susceptibility (intensity or possibility) of the analyzed condition to express itself

(happen).

‘ If the susceptibility is TOO HIGH, a RED dot will appear
O If the susceptibility is HIGH, an ORANGE dot will appear
Q If the susceptibility is AVERAGE, a YELLOW dot will appear
‘ If the susceptibility is NORMAL a GREEN dot will appear
‘ If the susceptibility is LOW, a BLUE dot will appear

Q If the condition is not identified GRAY dot

POPULATION REFERENCE TYPE OF RISK
O NORMAL @ Low
. @) NORMAL

i» MEDIUM
A all : 1 HOMOZYGOUS @ MEDIUM_HIGH
( : X 0 . B i : : : ) OF REFERENCE 0 HIGH
=] OGGGHGOO
e L L L B L 27- OMEDlUM HETEROZYGOUS
T AT Ta T T ML Ma T
YOGOHDDODDDDD MEDIUM-HIGH
.:. f A : .‘:..- A EAEA @@@ O HOMOZYGOUS
GOOVOOROGWVDVPDUD & » 4 + |+ ]
A : ATAT A M MATL M2 TATA @@@@@ o
LOW EINEIOGE I I HIGH
......... A
LOW RELATIVE €7 @33R U S S el U o e U e
RISK .A_”H}@ ..... :: U S B L Al alanaAls
000GV VYOV PLPVHOHOVDODODE )
3 0 1 2 3
PART TWO

In the second part the CATEGORIES and CONDITIONS are shown again in more detail
and presenting the analyzed genes
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MOST RELEVANT CONDITIONS BY CATEGORY

REPRODUCTIVE SYSTEM w
. =D N \

Estradiol

Increased Excitation Levels
@
@

; D . <

-
N
-
N

Mut. SERPINE1 (PAI-1)

Luteinizing Hormone (LH)
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SUMMARY OF RESULTS

Breast cancer

Ductal Carcinoma (Breast) 100 1+ o+ + @ NORMAL
Cancer
Ovary Neoplasm 40 == 4 +l- o'+ + (O)MEDIUM
Cardiovascular
Prothrombin (G20210A Mutation) 1605 o+ o+ + @ NORMAL

Digestive system

. : : MEDIUM-
Familial Intrahepatic Cholestasis 23505 o +[F 1+ + QHIGHU
Constipation 3[E0- 1+15 o+ + (O)MEDIUM

Drug Reactions

Reactions with the use of antidepressants (SSRI) of-= 1+ o+ + @ NORMAL

Endocrine system

Thyrotoxicosis 6 1+ 1/++ (O MeEbum
Hyperthyroidism a0 o/+= o0+ + ‘LOW
General
: MEDIUM-
Longer Menstrual Cycle Duration 3/-0- 0/+- 1+ + OHIGH
Menstrual Migraine 2[-0- o +- 0o+ + @ NORMAL

Hematologic system

Congenital afibrinogenemia 1900 o+ o+ + @ NORMAL

Hereditary diseases

- 0/+- 0+ + @ NORMAL

Fragile X Syndrome 16 |-
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Hormone
Luteinizing Hormone (LH) 3[0- o+l 1+ + (O MeEDIUM
FSH deficiency 350 1+02 0o+ + @ NORMAL
SHBG levels 1EE 1+ o+ + @ Low
Hormones
Estradiol 100 0+ 1+ + (O MEeDIUM
Testosterone 6[-1- 3+ 1 ++ (OMEeDIUM
Isolated Follicle Stimulating Hormone Deficiency (FSH) 350 1+0- 0o+ + @ NORMAL
Inhibin 1002 o/+1= o+ + @ NORMAL

Immune system

Mutation of the SERPINE1 Gene (PAI-1) 2 o+ 1+ + @ HIGH
Antiphospholipid Antibody Syndrome 19FEFE 5+ 1+ + (O MEDIUM
Prolactin Promoter Polymorphism o=l 1+ o+ + @ NORMAL
Factor V Leiden Mutation 2[5 1+0- 0+ + @ NORMAL
Antithrombin Deficiency al=l= o/+I= o'+ + @ NORMAL
Protein S Deficiency 1205 0o +- o+ + @ NORMAL
Protein C Deficiency 5FE 1+ o+ + @Low
Metabolic
Ceruloplasmin 2[-0- o+1= o+ + @ NORMAL
Methylation
MTHFR 1298 mutation (rs1801131) OFEE 1+ ol++ QL"IEC_]D;UM'
MTHFR 677 mutation (rs1801133) 1506 o+ o+ + @ NORMAL
Psychiatric
Postpartum depression 0/-- 0 +[- 1+ + QMEDIUM'

HIGH
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Increased Excitation Levels o=l 1+ 1+ + @ HiGH

Intra-Hepatic Pregnancy Cholestasis 22[-0- 1/+- 2+ + OXIZD;UM'
Spontaneous abortions 0/-/- 0o +- 1+ + QLAIZD;UM'
Pelvic Organ Prolapse 10-0- 1 +- 0 + + OZIZD;UM'
Polycystic Ovary Syndrome 1200 1+ 1+ + OXIZD;UM'
Pregnancy 12 [-1- 2 +[- 0 + + OMEDIUM
Risk of Recurring Pregnancy Loss 3[0- 2+ o+ + (O MeEDIUM
Neural Tube Defect 75 1+ o+ + (O MEDUM
Endometriosis 18- 4 +0- 0o+ + @ NORMAL
Uterine Fibroids 2[50- 2+05 o+ + @ NORMAL
Uterine Fibromyoma 2[-0- 2 +0- 0+ + @ NORMAL
Gestational diabetes al-0- 0o +l- o+ + @ NORMAL
Ovarian Hyperstimulation Syndrome 2= o+l o+ + @ NORMAL
In vitro fertilization 3= 0+ 0+ + .NORMAL
Premature Ovarian Insufficiency o[-l 1+- 0o+ + @ NORMAL
Sexual Motivation (Female) 3i=0= O[+f= 0 + + .NORMAL
Female Infertility 2[-0- 1+0- 0+ + @ NORMAL

Skeletal system (bones)

Development Defects 10202 0/+0= o+ + @ NORMAL

Vitamins need

- 0/+- 0+ + @ NORMAL

Riboflavin Deficiency 2 |-
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Prescriber

Breast cancer

Ductal Carcinoma (Breast) @ normaL

Premalignant or non-invasive cancerous lesion of the breast. Ductal carcinoma of the breast is a
tumor derived from the cells lining the breast ducts and accounts for 80 to 90% of breast cancers.
Ductal carcinoma can be divided into: In situ or intraductal: when there is proliferation of
malignant cells within a duct, not exceeding the limits of the basement membrane, not invading
deep structures. Invasive: when malignant cells invade structures beyond the basement

membrane.
Gene RSID Genotype Minor Allele Alteration Result
BRCA2 rs144848 GT- C [+]-] O
BRCA2 rs169547 GG- C [-1-] @

Cancer
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Ovary Neoplasm () mep1um

Ovarian cancer is the most lethal gynecological neoplasm and the overall survival is less than 40%
in five years. This is mainly because most patients have advanced stages at the time of diagnosis. In
these cases, the therapeutic options - cytoreduction and chemotherapy - are only partially
effective. When diagnosed early, on the other hand, the five-year survival is greater than 90% and
surgery is usually the only treatment needed. However, due to the low prevalence of ovarian
cancer in the population, even very specific tests produce high rates of false-positive results and
increased surgical interventions to address asymptomatic adnexal masses. Based on these facts, it
is essential to search for methods and strategies to detect these tumors in their early stages and,
at the same time, avoid unnecessary interventions.

Gene RSID Genotype Minor Allele Alteration Result
BRCA1 rs16942 AG- AC [+]-] O
BRCAT rs1799950 AA- C [-1-] @
BRCAT rs1800709 CC- A [-1-] @
BRCA1 rs2227945 AA- C,G o] @
BRCA1 rs4986852 GG- G,T 1] ()
BRCA2 rs144848 GT- C [+]-] O
BRCA2 rs169547 GG- C 1] ()
BRCA2 rs766173 TT- C,G [-]-] @
BRCA2 rs1799944 AA+ o] @
BRCA2 rs1799954 CC+ AT 1] ()
BRCA?2 rs1801426 AA+ [-]-] (O]
BRCA2 rs4942486 CT+ C [+]-] @
BRCA2 rs4987047 AA+ T =1 ()
BRCA2 rs4987117 CC+ T o] @
BRCA2 rs28897743 GG+ ACT 1] ()
BRCA2 rs80358807 CC+ T [-]-] @
BRIP1 rs4988345 CC- A o] @
CHMP4C rs11782652 AA+ G 1] ()
CYP24A1 rs2296241 GG+ A [-]-] @
CYP3A4 rs2740574 AA- T o] @
ERCC2 rs13181 TT+ AG 1] ()
ESR1 rs2295190 GG+ [-1-] @
HNF1B rs757210 AG- G,T 1] ()
INTERGENIC rs10088218 GG+ A [-]-] @
PGR rs1042838 GG- AG [-1-] @
PON1 rs662 AG- C [+]-] @
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TIPARP rs2665390 TT+ T o] ()
TP53 rs2287498 AG- T 1] ()
XRCC2 rs3218536 GG- G,T 1] (@)
Cardiovascular
Prothrombin (G20210A Mutation) @ normat

The G20210A mutation in the prothrombin gene results in increased thrombin formation and
consequent exacerbated coagulation, with an increased risk for venous thrombosis, approximately
3-fold compared to the general population. This polymorphism also predisposes to pulmonary
embolism and cerebral venous thrombosis, and some authors also suggest a risk of arterial
thrombosis, showing that women with two of these mutations and who use oral contraceptives are
up to 149 times more likely to suffer a stroke (cerebrovascular accident). However, in 99% of cases,
the individual does not know that he/she has this genetic predisposition. The evaluation of these
genes is also indicated for couples with repeated pregnancy losses, as they are involved in events
of placental abruption, pre-eclampsia, intrauterine growth restriction and postpartum thrombosis.
Therefore, the isolated or combined presence of these polymorphisms should be seen as a
predisposing factor to thrombophilia and should guide the individual with appropriate prevention
measures and clinical treatment. It is also recommended for this patient and their families a
genetic-clinical counseling to discuss the direct and indirect implications of this result.

Gene RSID Genotype Minor Allele Alteration Result
F2 rs1799963 GG+ A o] @

Digestive system
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Familial Intrahepatic Cholestasis isont

Progressive familial intrahepatic cholestasis (PFIC) is a disorder that causes progressive liver
disease, which typically leads to liver failure. In people with PFIC, liver cells are less able to secrete
bile, and the buildup of bile in liver cells causes liver disease. PFIC is estimated to affect 1 in 50,000
to 100,000 people worldwide.

Gene RSID Genotype Minor Allele Alteration Result
ABCB11 rs2287616 TT- G [-]-] @
ABCB11 rs2287622 GT- CGT o] @
ABCB11 rs11568372 AA- C [-1-] @
ABCB11 rs147649016 CC+ T [-1-] @

ABCB4 rs1202283 AA+ A o] @

ABCB4 rs45575636 GG- T 1] ()

ABCB4 rs72552778 CC- A o] @

ABCB4 rs794727183 GG- T 1] ()

ABCB4 rs863225298 CC- C [-]-] @

ABCC2 rs8187710 GG+ A o] @

ABCC2 rs17222723 TT+ A 1] ()
ATP8B1 rs121909100 TT- G [-]-] @

NR1H4 rs113090017 CC+ AGT o] @
OPRM1 rs1799971 GG+ G [+]+] ()

SLC25A13 rs80338722 GG- T [-]-] (O]
Constipation QMEDIUM

The trapped intestine or constipation, consists of difficulties to evacuate, incomplete evacuation or
with petrified feces, which in most cases is caused by poor diet. People who suffer from this
condition can go for days and even weeks without going to the bathroom.

Gene RSID Genotype Minor Allele Alteration Result
COMT rs2020917 CT+ T [+]-] O
RET rs74799832 TT+ C o] @

Drug Reactions
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Reactions with the use of antidepressants (SSRI) @ norwa

Selective Serotonin Reuptake Inhibitors (SSRI or SSRI) are a class of drugs used to treat depressive
syndromes, anxiety disorders and some types of personality disorders. Some examples of
commonly used SSRIs include: Fluoxetine (prozac), Sertraline, Fluvoxamine, Paroxetine, Citalopram,
Escitalopram. The rs6311 polymorphism may indicate an increased risk of sexual dysfunction with
the use of SSRI antidepressants.

Gene RSID Genotype Minor Allele Alteration Result
HTR2A rs6311 CT+ C [+]-] @
Congenital Heart Defect due to Maternal () unpereD

Periconception - SSRIs

Selective Serotonin Reuptake Inhibitors (SSRI or SSRI) are a class of drugs used to treat depressive
syndromes, anxiety disorders and some types of personality disorders. SSRIs increase the
extracellular concentration of the neurotransmitter serotonin in the body and brain, the most
important effect on the brain. The degree of selectivity for other monoamine transporters (such as
dopamine or noradrenaline) is variable, although the affinity is generally negligible; therefore, they
do not increase the concentration of other neurotransmitters directly. Research indicates an
association between maternal periconceptional use of selective serotonin reuptake inhibitors
(SSRIs) and increased risk of congenital heart defects in infants. Women who reported taking SSRIs
periconceptionally, the GG and AG genotypes (BHMT rs492842) were associated with twice the risk
of congenital heart defects. The GG and AG genotypes (SHMT1 rs9909104) presented an increased
risk and also for the CC and AC genotypes (MGST1 rs2075237).

Endocrine system

Thyrotoxicosis O MEDIUM

Thyrotoxicosis means an excess of thyroid hormone in the body. Having this condition also means
that you have a low level of thyroid-stimulating hormone, TSH, in your bloodstream, because the
pituitary feels that you have “enough” thyroid hormone. If you are thyrotoxic, you may feel
nervous or irritable because all your body functions are speeding up. Hyperthyroidism, also known
as an overactive thyroid, is the most common cause of thyrotoxicosis and occurs when the thyroid
gland overproduces thyroid hormone.

Gene RSID Genotype Minor Allele Alteration Result
CTLA4 rs231775 AG+ G O

[+-]
MTNR1B rs1387153 CC+ CT [+]+] @)
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Hyperthyroidism .LOW

Hyperthyroidism (overactive thyroid) occurs when your thyroid gland produces too much of the
hormone thyroxine. Hyperthyroidism can accelerate your body's metabolism, causing
unintentional weight loss and a rapid or irregular heartbeat.

Gene RSID Genotype Minor Allele Alteration Result
MICOS10 rs12138950 AA+ A o] ()
TNF rs1800629 GG+ A [-1-] @
Transient Neonatal Diabetes Q UNDEFINED

Neonatal diabetes (ND) is a rare condition characterized by hyperglycemia.

General

. MEDIUM-
Longer Menstrual Cycle Duration HIGH

The menstrual cycle lasts an average of 28 days and corresponds to the time interval between the
first day of menstruation and the last day before the next menstruation. Genetics influence the
variability of this cycle. Results in orange or red indicate a trend towards longer menstrual cycle

duration.
Gene RSID Genotype Minor Allele Alteration Result
ABO rs657152 GT- T o] @
INTERGENIC rs495828 GG+ G [-1-] @
INTERGENIC rs6427782 AA+ A - @
Menstrual Migraine ‘NORMAL

Menstrual migraine is a headache that occurs during the menstrual period, usually between 2 days
before and 3 days after the start of menstruation. nausea, vomiting and sensitivity to light. The
main factor that contributes to its emergence is the reduction of estrogen levels during the
menstrual period, which is also responsible for PMS symptoms, such as irritability and cramps.

Gene RSID Genotype Minor Allele Alteration Result
SYNE1 rs9371601 GG+ T o] @
TNF rs3093664 AA+ G [-1-] @

Hematologic system
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Congenital afibrinogenemia @ normaL

Congenital afibrinogenemia is a bleeding disorder caused by impairment of the blood clotting
process. Blood clots normally protect the body after an injury, sealing off damaged blood vessels
and preventing further blood loss. However, bleeding is not controlled in people with congenital
afibrinogenemia. Newborns with this condition often experience prolonged bleeding from the
umbilical cord stump after birth. Nosebleeds (epistaxis) and bleeding from the gums or tongue are
common and can occur after minor trauma or in the absence of injury (spontaneous bleeding).
Some affected individuals experience bleeding from the spaces between joints (haemarthrosis) or
muscles (haematoma). Rarely, bleeding occurs in the brain or other internal organs, which can be
fatal. Women with congenital afibrinogenemia may experience unusually heavy menstrual
bleeding (menorrhagia). Without proper treatment, women with this disorder can have difficulty
getting pregnant at term, resulting in repeated miscarriages.

Gene RSID Genotype Minor Allele Alteration Result
FGA rs6050 AA- T o] ()
FGA rs121909607 GG- A [-1-] @

Hereditary diseases

Fragile X Syndrome @ normat

Fragile X Syndrome, Escalante Syndrome or Martin & Bell Syndrome is the 2nd most common
inherited cause of mental retardation, and it is also the most common known cause of autism. It is
estimated to affect 1 in 4000 men and 1 in 6000 women, with 1 in 150 women carrying the FMR1

gene.
Gene RSID Genotype Minor Allele Alteration Result
AFF2 rs1265404 GG+ A o] @
FMR1 rs25704 CC+ T =1 ()
FMR1 rs1805421 AA+ G o] @
Hormone
Luteinizing Hormone (LH) Q MEDIUM

Luteinizing hormone (LH, also known as lutropin and sometimes lutrophin is a hormone produced
by gonadotropic cells in the anterior pituitary gland. The production of LH is regulated by
gonadotropin-releasing hormone (GnRH) from the hypothalamus. In females, an acute rise of LH
("LH surge") triggers ovulation and development of the corpus luteum. In males, where LH had
also been called interstitial cell-stimulating hormone (ICSH), it stimulates Leydig cell production of
testosterone. It acts synergistically with follicle-stimulating hormone (FSH).

Gene RSID Genotype Minor Allele Alteration Result

LHCGR rs2293275 GG- C 1] O
VDR rs2228570 CC- CT [+]+] @)
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FSH deficiency . NORMAL

FSH, known as follicle-stimulating hormone, is produced by the pituitary and has the function of
regulating sperm production and egg maturation during childbearing years. Thus, FSH is a
hormone linked to fertility and its concentration in the blood helps to identify whether the testes
and ovaries are working properly. The reference values of the FSH test vary according to the
person's age and gender and, in the case of women, according to the phase of the menstrual cycle,
and can also be useful for confirming menopause. Orange or red result indicates lower FSH.

Gene RSID Genotype Minor Allele Alteration Result

FSHB rs10835638 GG+ T [-1-] @

FSHR rs6166 AG- T [+]-] @
SHBG levels ‘LOW

Sex hormone-binding globulin (SHBG) helps control the amount of sex hormones available to the
body — this helps keep sex hormone-related processes in balance. Higher levels of SHBG are
related to lower levels of available testosterone, which can cause fatigue, less gain in lean mass,
cellulite, etc. SHBG may be related to insulin function, affecting conditions such as metabolic
syndrome and polycystic ovary syndrome (PCOS). SHBG is important even after menopause —
those with high levels of SHBG are at lower risk of developing postmenopausal breast cancer.

Gene RSID Genotype Minor Allele Alteration Result

SHBG rs727428 AG- T [+]-] @

SHBG rs1799941 GG+ A [-1-] @
Anti-Mullerian hormone (AMH) QUNDEFINED

Anti-Mullerian hormone (AMH) is a marker of ovarian reserve used in assisted reproduction
techniques to predict inadequate response to controlled ovarian stimulation. It can also be useful
in predicting hyperresponses in patients with polycystic ovary syndrome and collaborate to
individualize stimulation protocols that are most suitable for the profile of each patient and for the
final success of the treatment, which is often expensive. In addition to AMH, there are other
markers of ovarian reserve, such as antral follicle count (AFC) and follicle stimulating hormone
(FSH), along with Estradiol (E2) and Inhibin B.

Hormones
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Estradiol Q MEDIUM

Estradiol is the most important estrogen for a woman. It is a hormone produced by the ovaries that
acts on reproductive function, skin, blood vessels, bones and brain. According to studies, estradiol
plays more than 300 functions in the female body. In reproduction, estradiol stimulates the release
of eggs from the ovarian follicles. It also acts on the fallopian tubes, stimulating muscle
contractions that take the fertilized egg to the uterus. Also in the reproductive function, estradiol
promotes the reaction of the uterus to the hormone progesterone, whose function is to prepare
the organ for the arrival of the fertilized egg, producing a thicker endometrium. Another important
function of estradiol is to drive the development of secondary sexual characteristics, such as breast
growth and body changes, affecting bones, joints and fat distribution. Estradiol is also responsible
for maintaining skin elasticity, blood vessel dilation and bone health. In the brain, estradiol plays a
significant role in protecting brain functions such as memory, mood and mental well-being.
Estradiol levels change during a woman's menstrual cycle. It starts to increase in the middle of the
follicular phase (when some ovarian follicles are stimulated) and peaks in the middle of the cycle.
Until it starts to fall, reaching a second peak in the luteal phase (a phase in which the corpus
luteum, the structure that remains in the ovary after the eqgqg is released, produces progesterone).
Orange or red result indicates higher estradiol. Results in red indicates higher production of
estradiol- and could be beneficial.

Gene RSID Genotype Minor Allele Alteration Result

ESR2 rs1256031 CC- AT [+]+] O

SHBG rs1799941 GG+ A [-1-] @
Testosterone Q MEDIUM

Testosterone is the main male sex hormone and an anabolic steroid. In humans and male animals,
testosterone plays a key role in the development of male reproductive tissues such as the testes
and prostate, as well as the promotion of secondary sexual characteristics such as increased
muscle mass, bone growth and maturation, and growth of body hair. In addition, testosterone is
involved in health, well-being and the prevention of osteoporosis. Insufficient testosterone levels
in men can lead to abnormalities, including frailty and bone loss. Its decrease can lead to fatigue,
memory loss, hair loss, muscular dystrophy, irritability, depression and obesity, in addition to
increasing the susceptibility to diabetes, osteoporosis and cardiovascular disease.

Gene RSID Genotype Minor Allele Alteration Result
CYP17A1 rs6162 GG+ A [+]+] @,
CYP19A1 rs700518 AA- C [-]-] @

FAM9B rs5934505 CT+ G [+]-] @

FSHR rs6166 AG- T [+]-] ()
HSD17B3 rs9409407 GG+ T o] @

SHBG rs6258 CC+ T 1] ()

SHBG rs727428 AG- T [+]-] @)

SHBG rs12150660 GG+ T o] @
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Isolated Follicle Stimulating Hormone Deficiency (FSH) @ normac

FSH, known as follicle-stimulating hormone, is produced by the pituitary gland and has the
function of regulating sperm production and egg maturation during childbearing age. Thus, FSH is
a hormone linked to fertility and its concentration in the blood helps to identify whether the
testicles and ovaries are functioning properly. The reference values of the FSH test vary according
to the person's age and gender and, in the case of women, with the phase of the menstrual cycle,
and can also be useful to confirm menopause.

Gene RSID Genotype Minor Allele Alteration Result

FSHB rs10835638 GG+ T [-1-] @

FSHR rs6166 AG- T [+]-] @
Inhibin ‘NORMAL

Inhibin is a protein (hormone) produced by the testes in men and by the ovarian follicles in
women, whose main function is to inhibit the production of Follicle Stimulating Hormone (FSH) by
the pituitary gland. It is an antagonist (has the opposite effect) of activin. There are two types:
Inhibin A and Inhibin B. Because excess testosterone and estrogen increase the risk of tumors,
inhibin is important for preventing tumors. A lack of inhibin serves as a diagnostic sign of ovarian

cancer.
Gene RSID Genotype Minor Allele Alteration Result
INHA rs2059693 CC+ T o] @

Immune system
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Mutation of the SERPINE1 Gene (PAI-1) @ -+

Defects in the SERPINE1 gene are the cause of plasminogen activator inhibitor-1 deficiency (PAI-1
deficiency). PAI -1 (Plasminogen Activator Inhibitor Type 1) is a serpin protease that contributes to
the control of blood clotting. This substance is secreted in different tissues such as: vascular
endothelium, liver and in large quantities by adipose tissue, especially visceral adipose tissue. A
high activity and concentration of PAI - 1 reduces fibrinolytic activity, which is associated with an
increased risk of cardiovascular disease. Also considered a pro-inflammatory cytokine, including
association with TNF-alpha and IL-6, PAI-1 is associated with clinical and functional variables, for
example, showing an inverse correlation with VO2max (maximum capacity that the body has in
capture oxygen from the air, transport and use it in muscles), and positive correlation with insulin
resistance (pre-diabetes), cholesterol and triglyceride levels. Most importantly, a balance between
t-PA (Tissue Plasminogen Activator) and PAI-1 is necessary for the blood clotting process in order to
achieve adequate clotting levels. An imbalance between these or other hemostatic factors
facilitates the development of atherosclerosis and thrombus formation. Some medications such as
statins (control of cholesterol) and metformin (control of blood glucose) seem to contribute to the
adjustment of PAI-1 concentrations. Pregnancy is another state of interest for the complex
metabolic and enzymatic interaction present in the coagulation process. In this scenario, PAI-1 is
associated with repeat abortions. This occurs especially when related to individuals with 4G/4G
allele polymorphism, which seems to respond in up to 47% increase in PAI-1 when compared to
other alleles (4G/5G and 5G/5G). Briefly, by reducing fibrinolysis, the action of PAI-1 can cause
thrombosis and induce placental insufficiency, preventing fetal development

Gene RSID Genotype Minor Allele Alteration Result
SERPINE rs1799889 AA+ G @

[-1-]
SERPINE1 rs2227631 AA+ A [+]+] @
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Q MEDIUM

Antiphospholipid antibody syndrome or anti-phospholipid antibody syndrome (APS) or Hughes
syndrome is a chronic disease in which the body starts to produce antibodies that affect blood
clotting, leading to the formation of clots that end up obstructing the passage of blood. blood in the
veins and arteries. It is an important cause of acquired thrombophilia and repeated miscarriages;
acquired because, despite not knowing the cause, there is no known genetic marker, different
from congenital thrombophilias.

Antiphospholipid Antibody Syndrome

Sample

Gene RSID Genotype Minor Allele Alteration Result
ATXN2 rs10774625 GG+ A =1 ()
BANK1 rs10516487 CC- A o] @
EVA1A rs17011455 TT+ C [-]-] @
INTERGENIC rs6889746 AA+ G [-]-] @
INTERGENIC rs12204683 CT+ T [+]-] O
INTERGENIC rs13403289 AC+ T [+]-] @
MACROD2 rs6080100 CC+ C [+]+] O
MICAL3 rs1978968 CC+ T o] @
STAT4 rs3821236 AG+ A [+]-] @)
STAT4 rs10181656 CG+ C [+]-] O
TLR7 rs3853839 CG+ G [+]-] @

’ NORMAL

Prolactin (PRL) is a protein hormone that is primarily synthesized by the anterior pituitary gland.
However, PRL can also be synthesized and secreted by extrapituitary tissues, particularly immune
cells. A biallelic polymorphism (-1149G/T) in the prolactin promoter proved to be functionally
important, as the modulation of prolactin expression was associated with lupus in some
populations. Systemic lupus erythematosus (SLE) was associated with high levels of prolactin, low
levels of dehydroepiandrosterone (DHEA) and induction of inflammatory cytokines in the serum of
patients with the disease. One study suggests that the TT genotype may be a risk factor for lupus
and may predict who could benefit from DHEA therapy.

Prolactin Promoter Polymorphism

Gene RSID Genotype Minor Allele Alteration Result

PRL rs1341239 GT- A

[#-] ®
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Factor V Leiden Mutation @ norwaL

Factor V Leiden (rs6025) is a variant (mutated form) of human factor V (one of several substances
that help blood clotting), which causes an increase in blood clotting (hypercoagulability). Due to
this mutation, protein C , an anticoagulant protein that normally inhibits the pro-coagulation
activity of factor V, is not able to normally bind to factor V, leading to a hypercoagulable state, that
is, an increased tendency for the patient form abnormalities and potentially harmful blood clots.

Gene RSID Genotype Minor Allele Alteration Result
F5 rs6020 AG- T [+]-] @
F5 rs6025 GG- T 1] O
Antithrombin Deficiency @ ~ormaL

Heterozygous antithrombin deficiency has a prevalence of about 0.2 to 0.4%; approximately half of
compromised people have venous thrombosis. Homozygous deficiency is likely to be lethal to the
fetus in utero. Acquired deficiencies occur in patients with disseminated intravascular coagulation
(DIC), liver disease or nephrotic syndrome, or during heparin therapy. Heparin exerts its
anticoagulant effect through the activation of antithrombin.

Gene RSID Genotype Minor Allele Alteration Result
SERPINCT rs28929469 CC- A o] @
SERPINC1 rs121909567 CC- A [-1-] @
SERPINC1 rs201381904 CC+ [-1-] @

Protein S Deficiency ‘ NORMAL

It is a lack of S protein in the liquid portion of the blood. Proteins are natural substances that help
prevent blood clots. Congenital protein C or S deficiency is an inherited disorder. This means that it
is transmitted from parents to children. Congenital means present at birth. The disorder causes
abnormal blood clotting. One in 300 people has a normal gene and a defective gene for protein C
deficiency. Protein S deficiency is much less common and occurs in about 1 in 20,000 people.

Gene RSID Genotype Minor Allele Alteration Result
PROS1 rs6122 CC- A 1] ()
PROS1 rs121918474 AA- C [-]-] @
PROS1 rs138925964 CC+ o] (@)
PROS1 rs387906674 CC- A 1] ()
PROS1 rs863224838 TT- o] (@)
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Protein C Deficiency @ ow

It is a lack of C protein in the liquid portion of the blood. Proteins are natural substances that help
prevent blood clots. Congenital protein C or S deficiency is an inherited disorder. This means that it
is transmitted from parents to children. Congenital means present at birth. The disorder causes
abnormal blood clotting. One in 300 people have a normal gene and a defective gene for protein C

deficiency.
Gene RSID Genotype Minor Allele Alteration Result
IL-1B rs16944 AG+ G [+]-] @
PROC rs121918143 CC+ T 1] ()
PROC rs121918150 GG+ A [-1-] @
PROC rs121918153 GG+ A o] @
PROC rs121918154 CC+ T 1] ()
PROC rs121918160 CC+ T o] @
PROC rs757583846 CC+ T 1] ()
Anti-Beta-2-Glycoprotein Antibody (O unoerineD

They are autoantibodies associated with an excessive tendency to coagulate, IgG, IgA or IgM
classes. The B2GP1 antibodies are considered the main exponents of the antiphospholipid antibody
class, capable of recognizing as lipids the lipoproteins (phospholipids) belonging to the organism to
which they belong, present in the cell membrane of all cells and platelets. Anti-phospholipid
antibodies interfere with blood clotting with mechanisms that are not fully understood. However,
its presence is an important risk factor for the development of hypercoagulation disorders, with
the consequent formation of venous and arterial thrombi. These antibodies are usually present in
people affected by the autoimmune disease known as antiphospholipid syndrome (APS), associated
with frequent thrombotic episodes, thrombocytopenia (low platelet count) or recurrent
miscarriages and pre-eclampsia, particularly during the second and third trimesters of pregnancy .

Defect in Thyroid Hormonogenesis () unpEFINED

Thyroid disorders are conditions that affect the thyroid, a butterfly-shaped gland located in the
lower part of the neck. The thyroid plays an important role in regulating numerous metabolic
processes throughout the body.

Metabolic
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Ceruloplasmin @ norwaL

Ceruloplasmin is a copper-containing glycoprotein with enzymatic activities. Produced in the liver, it
contains about 90% of the total serum copper, showing late acute phase protein behavior. The main
application of the use of ceruloplasmin is the diagnosis of Wilson's disease (hepatolenticular
degeneration), an autosomal recessive disease, where plasma ceruloplasmin concentrations are
typically reduced, and unbound and urinary copper are increased. Although the exact cause of
Wilson's disease is not known, it is speculated that there is no enzyme or carrier protein capable of
incorporating copper into proteins. Copper is then deposited in the kidneys, liver and brain. Unless
chelation treatment is instituted, the disease is progressive and fatal. Increased values:
inflammatory and neoplastic diseases (ceruloplasmin is a slow-phase protein), pregnancy, use of
estrogens and copper poisoning.

Gene RSID Genotype Minor Allele Alteration Result
CP rs13072552 GG+ T [-1-] @
Methylation
. MEDIUM-
MTHFR 1298 mutation (rs1801131) HIGH

Another known point mutation for the gene encoding the MTHFR enzyme is the nitrogenous base
substitution at nucleotide 1298 (A1298C polymorphism). This mutation, like the C677T
polymorphism, results in elevated levels of homocysteine. The homozygous genotype for the
A1298C polymorphism is also considered pathogenic, as it considerably increases the risks for
thrombotic events and recurrent miscarriages. Individuals heterozygous for the two
polymorphisms (C677T and A1298C) are also at high risk for vascular events.

Gene RSID Genotype Minor Allele Alteration Result
MTHFR rs1801131 AC- G [+]-] O
MTHFR 677 mutation (rs1801133) @ normaL

MTHFR is a key enzyme for certain biological processes, including the conversion of homocysteine
into methionine. Mutations in genes that encode this enzyme cause a significant reduction in its
activity, causing hyperhomocysteinemia. This condition is related to increased risk for
cardiovascular disease and poor pregnancy outcomes. The homozygous genotype for the C677T
polymorphism is associated with a 25% increase in the plasma concentration of homocysteine,
which can generate genetic alterations in the fetus of pregnant women and thromboembolism.

Gene RSID Genotype Minor Allele Alteration Result
MTHFR rs1801133 CC- A [-1-] @

Psychiatric
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. MEDIUM-
Postpartum depression HIGH

Postpartum depression encompasses depressive symptoms that last more than 2 weeks after
delivery and interfere with activities of daily living. Postpartum depression is much more than just
passing sadness. It is a common disease - it affects 20 to 35% of women - but a serious one, which
can and must be treated.

Gene RSID Genotype Minor Allele Alteration Result
NR3C2 rs2070951 GG- G [+]+] O

Reproductive system

Increased Excitation Levels @ e+

The allele A of the rs53576 polymorphism (OXTR) was shown to be correlated with increased levels
of excitation. The simultaneous presence of polymorphisms of the rs2234693 allele T and rs53576
allele A (OXTR) (group T + A) was correlated with increased levels of excitation. There was a
statistical trend of increased desire levels in the T + A group.

Gene RSID Genotype Minor Allele Alteration Result

ESR1 rs2234693 CT+ AT [+]-] @,
OXTR rs53576 AA+ A [+]+]
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Intra-Hepatic Pregnancy Cholestasis ity

It is a complication that can appear in the third trimester of pregnancy and affects about 1% of
pregnant women.

Gene RSID Genotype Minor Allele Alteration Result
ABCB11 rs2287616 TT- G [-]-] @
ABCB11 rs2287622 GT- CGT o] @
ABCB11 rs11568372 AA- C [-1-] @
ABCB11 rs147649016 CC+ T [-1-] @

ABCB4 rs1202283 AA+ A [+]+] O

ABCB4 rs45575636 GG- T =1 ()

ABCB4 rs72552778 CC- A o] @

ABCB4 rs794727183 GG- T 1] @

ABCB4 rs863225298 CC- C [-]-] @

ABCC2 rs3740066 AG- GT [+]-] O

ABCC2 rs8187710 GG+ 1] (©)

ABCC2 rs17222723 TT+ [-1-] @
ATP8B1 rs121909100 TT- o] @

NR1H4 rs113090017 CC+ AGT =1 ()
OPRM1 rs1799971 GG+ [+]+] @

SLC25A13 rs80338722 GG- T [-]-] @
: MEDIUM-
Spontaneous abortions HIGH

The C allele of the CYP19A1 rs10046 polymorphism is associated with greater susceptibility to
spontaneous abortions.

Gene RSID Genotype Minor Allele Alteration Result

CYP19A1 rs10046 CC- A [+]+] @,
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. MEDIUM-
Pelvic Organ Prolapse HIGH

Pelvic organ prolapse occurs when the pelvic muscles and ligaments are weakened and unable to
hold the pelvic organs in place. Thus, the organs can move to the pelvic region. Prolapsed women
often have a feeling of heaviness over the vagina or pelvis. They may complain of a feeling of being
"sitting in a ball" or notice a lump or mass coming out of the vaginal area while bathing. Sometimes
this feeling of heaviness or bulging is felt more towards the end of the day, after work or standing
all day. Other symptoms include pain during intercourse, urinary incontinence and bowel

problems.
Gene RSID Genotype Minor Allele Alteration Result
COL3A1 rs1800255 AG+ A [+]-] @,
. MEDIUM-
Polycystic Ovary Syndrome HIGH

Hormonal disorder that causes an increase in the size of the ovaries, with small cysts on the
outside of the ovaries.

Gene RSID Genotype Minor Allele Alteration Result
DENND1A rs2479106 GG+ G [+]+] @
INSR rs1799817 CT- A [+]-] O
KISS1 rs12998 GG- T o] @
LEPR rs1137101 AA+ G =1 ()
LHCGR rs2293275 GG- C [-1-] O
LHCGR rs13405728 AA+ G 1] ()
MTNR1B rs10830963 CC+ G [-]-] @
SUOX rs705702 TT- G o] @
THADA rs13429458 AA+ C 1] ()
TNF rs361525 GG+ A [-1-] @




NEll:® Sample
EEEEEEEEEEEEEEE XX
PRECISYA F NI lelg eIl 12/09/2025

Prescriber Health insurance Sample

Pregnancy QMEDIUM
Ease or not to get pregnant.
Gene RSID Genotype Minor Allele Alteration Result
ABCB11 rs2287622 GT- CGT o] @
ABCC2 rs2273697 GG+ A [-1-] @
ABCC2 rs8187710 GG+ A [-1-] @
ABCC2 rs17222723 TT+ A [-1-] @
AGT rs699 CT- G [+]-] @,
AGT rs4762 CC- A o] @
AGTR1 rs5186 AA+ C [-1-] @
CDCA3 rs5443 CT+ T [+]-] O
TCF7L2 rs12255372 GG+ T o] @
TLR4 rs4986791 CC+ T [-1-] @
Risk of Recurring Pregnancy Loss Q MEDIUM

The occurrence of a spontaneous pregnancy loss before the 20th week is relatively common.
However, what happens over and over again is not an affliction that is easily seen among couples
trying to get pregnant. Women who suffer from it often spend a long time in search of a better
understanding of what may be happening and what are the possible treatments. In 2008, the
American Society for Reproductive Medicine defined recurrent miscarriage as the occurrence of 2
or more miscarriages of less than 20 weeks' gestation. What many don't know is that two or more
consecutive miscarriages before 20 weeks' gestation occur in 2% to 4% of couples of childbearing
age. In Brazil, in 2014, there were around 3 million births, with an estimated around 90,000 new
couples with recurrent pregnancy loss. Recurrent pregnancy loss is an infrequent and very
complex pathology. There are numerous factors possibly responsible for the losses. Some of these
factors have strong evidence, with a consensus. Other causes are widely discussed, deserving
further studies. The main causes described are: Genetic, Endocrine (Hormonal), Anatomical,
Infectious, Hematological (Thrombophilias), Immunological, Environmental, Nutritional status,
Unknown. Orange or red result indicates "increased" risk of recurrent pregnancy loss.

Gene RSID Genotype Minor Allele Alteration Result

ALDH2 rs671 GG+ A [-1-] @
IL-10 rs1800871 CT- G [+]-] @)
IL-10 rs1800872 AC- G [+]-] @)

MTHFR rs1801133 CC- A [-1-] @
MTR rs1805087 GG+ G [-1-] @
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Neural tube defects are a specific type of congenital defect of the brain, spine, and/or spinal cord.

Neural Tube Defect

Gene RSID Genotype Minor Allele Alteration Result
CBS rs4920037 GG+ A o] @
MTHFD1 rs2236225 CC- A [-1-] @
MTHFR rs1801131 AC- G [+]-] O
MTHFR rs1801133 CC- A o] @
MTHFR rs2274976 GG- T [-1-] @
MTHFR rs3737967 CC- A o] @
MTRR rs1801394 AA+ G [-1-] @

Endometriosis

’ NORMAL

A disorder in which the tissue that normally lines the uterus grows outside the uterus. This
disorder can cause female infertility and have severe menstrual cramping symptoms. It affects

women of different ages and even children.

Gene RSID Genotype Minor Allele Alteration Result
CDKN2B-AS' rs10965235 CC+ A o] @
ESR1 rs9340799 AG+ G [+]-] @
GRCH37.1 rs12700667 AG+ A [-]-] (O]
GREB1 rs7576826 CT+ C o] @
GREB!1 rs13394619 AG+ G [-1-] @
IL-6 rs1800795 CG+ G [+]-] O
INTERGENIC rs10508881 AG+ A [+]-] (@)
KSR2 rs10431397 CC+ T =1 ()
MUC4 rs2246901 TT- AT o] @
TCN2 rs1801198 GG+ A,C 1] @
VEZT rs10859871 AC+ C [+]-] @)
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Uterine Fibroids @ norwaL

Uterine fibroids are benign uterine tumors of a smooth muscle nature. Fibroids often cause
abnormal uterine bleeding, pelvic pain and pressure, urinary and bowel symptoms, as well as
pregnancy complications. Diagnosis is made by clinical pelvic examination, ultrasound, or imaging

tests.
Gene RSID Genotype Minor Allele Alteration Result
BET1L rs2280543 CC+ T o]l @
ESR1 rs9340799 AG+ G [+]-] @
INTERGENIC rs7913069 CC+ T 1] ()
TNRC6B rs12484776 AG+ G [+]-] O
Uterine Fibromyoma ‘ NORMAL
Benign tumors in the uterus that can develop during a woman's childbearing age.
Gene RSID Genotype Minor Allele Alteration Result
BET1L rs2280543 CC+ T o]l @
ESR1 rs9340799 AG+ G [+]-] @
INTERGENIC rs7913069 CC+ T o] @
TNRC6B rs12484776 AG+ G [+]-] O
Gestational diabetes .NORMAL
High blood sugar levels that affect pregnant women.
Gene RSID Genotype Minor Allele Alteration Result
INTERGENIC rs7923837 AA+ AT o] @
SRR rs391300 GG- T o]l @
TCF7L2 rs7903146 CC+ GT [-1-] @
Ovarian Hyperstimulation Syndrome @ norua

Ovarian Hyperstimulation Syndrome (OHS) is a complication resulting from ovarian stimulation
with ovulation inducers, which can lead to severe conditions and, in extreme cases, even death. It
is usually due to an exacerbated response of the ovaries to the hormonal stimulus and results in a
large number of oocytes.

Gene RSID Genotype Minor Allele Alteration Result

FSHR rs28928870 CC- AT o] @
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In vitro fertilization @ norvaL

In vitro fertilization is a medically assisted reproduction technique that consists of placing, in a
laboratory environment, a significant number of sperm. Indication in orange and red indicate
greater chances of the technique being successful.

Gene RSID Genotype Minor Allele Alteration Result
ESR2 rs1256049 GG- T o] @
Premature Ovarian Insufficiency ’NORMAL

In primary ovarian failure, normal functioning of the ovaries is disrupted in women < 40 years of
age. This disorder used to be called premature ovarian failure or premature menopause; however,
these terms are misleading because women with primary ovarian failure do not always stop
menstruating and their ovaries do not always stop working completely. Thus, a diagnosis of
primary ovarian failure does not always mean that pregnancy is impossible. Furthermore, this
disorder does not imply that a woman is aging prematurely; it just means that your ovaries are no
longer working normally. A study found a positive association of allele A of the COMT rs4680
polymorphism with POI, reflecting on the genotype. The allele acts in a dominant mode. The study
suppose that it may produce increased damage to ovarian cells, leading to POL.

Gene RSID Genotype Minor Allele Alteration Result
COMT rs4680 AG+ A [+]-] ()
Sexual Motivation (Female) @ norwaL

Research shows that female sexual desire and arousal problems have a hereditary component.
Previous molecular genetic studies of sexual desire have focused primarily on genes associated
with neurotransmitters such as dopamine and serotonin. However, there are reasons to believe
that hormones with more specific functions related to sexuality can have an impact on desire. We
found nominally significant main effects on sexual desire of three ESR2-linked SNPs when
controlled for anxiety, suggesting that individuals homozygous for the G allele of SN12 rs1271572
and the A allele of SNPs rs4986938 and rs928554 had lower levels of sexual desire. SNP rs4986938
also had a nominally significant effect on lubrication.

Gene RSID Genotype Minor Allele Alteration Result
ESR2 rs4986938 GG- T [-T-1 @
Female Infertility ‘ NORMAL

Causes of female infertility include owvulatory disorders, chromosomal abnormalities,
endometriosis, pelvic adhesions, tubal blockage and other tubal abnormalities, and
hyperprolactinemia. There is growing evidence that genetic abnormalities are present in infertile
females and males.

Gene RSID Genotype Minor Allele Alteration Result

FSHR rs6166 AG- T [+]-] @
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Ovarian Response to Hormonal Stimulation () unpEFINED

Red or orange results indicate a worse ovarian response to hormonal stimulation.

Infertility in Endometriosis () UNDEFINED

While it is possible to get pregnant with endometriosis, the disease, without treatment, is still a
major cause of female infertility. About 15% to 45% of patients with endometriosis actually have
difficulty getting pregnant.

Skeletal system (bones)

Development Defects ‘ NORMAL
It is the occurrence of intrauterine developmental delay or failure.
Gene RSID Genotype Minor Allele Alteration Result
MTHFD1 rs2236225 CC- A [-1-] @
Skin
Hereditary Chronic Mucocutaneous Candidiasis (O unpermED

Chronic mucocutaneous candidiasis, an inherited immunodeficiency disease, is a persistent or
recurrent infection with Candida (a fungus) due to malfunctioning T cells (lymphocytes).

Vitamins need

Riboflavin Deficiency @ norwaL

Vitamin B2, also known as riboflavin, plays important roles in the body, such as increasing blood
production, maintaining proper metabolism, promoting growth, and protecting vision and the
nervous system.

Gene RSID Genotype Minor Allele Alteration Result

MTHFR rs1801133 CC- A [-1-] @
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Kristiina Aittomaki, Irene Andrulis, Hoda Anton-Culver, Volker Arndt, Matthias W. Beckmann, Javier Benitez, Natalia V. Bogdanova.

BRIP1: Ishita Gupta, Allal Ouhtit, Adil Al-Ajmi, Syed Gauhar A Rizvi, Hamad Al-Riyami, Marwa Al-Riyami, Yahya TamimiEndocr
Connect. 2018 Jan; 7(1): 65-77. Published online 2017 Nov 14. doi: 10.1530/EC-17-0173PMCID: PMC5744628 WEI ZOU, XIANGDONG
MA, WET HUA, BILIANG CHEN, YANHONG HUANG, DETANG WANG, GUOQING CAIOnNcol Lett. 2016 Jan; 11(1): 551-558. Published
online 2015 Nov 24. doi: 10.3892/01.2015.3963PMCID: PMC4727061 Katsutoshi Sato, Mio Koyasu, Sachio Nomura, Yuri Sato, Mizuho
Kita, Yuumi Ashiha
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CBS: The cystathionine beta-synthase (CBS) mutation ¢.1224-2A>C in Central Europe: Vitamin B6 nonresponsiveness and a
common ancestral haplotype. (PMID: 15365998) Linnebank M ... Koch HG Human mutation 2004 3 4 21 39 69 A pathogenic linked
mutation in the catalytic core of human cystathionine beta-synthase disrupts allosteric regulation and allows kinetic
characterization of a full-length dimer. (PMID: 17352495) Sen S ... Banerjee R Biochemistry 2007 3 21 24 69 Cystathionine beta-
synthase T833C/844INS68 polymorphism: a family-based study on mentally retarded children. (PMID: 16375773) Dutta S ...
Mukhopadhyay K Behavioral and brain functions : BBF 2005 3 21 39 69 High homocysteine and thrombosis without connective
tissue disorders are associated with a novel class of cystathionine beta-synthase (CBS) mutations. (PMID: 12007221) Maclean KN ...
Kraus JP Human mutation 2002 3 4 21 69 High prevalence of the 1278T mutation of the human cystathionine beta-synthase
detected by a novel screening application. (PMID: 11434706) Linnebank M ... Koch HG Thrombosis and haemostasis 2001 N-
Terminal Acetyltransferase Naa40p Whereabouts Put into N-Terminal Proteoform Perspective. (PMID: 33916271) Jonckheere V ...
Van Damme P International journal of molecular sciences 2021 3 Reprogrammed transsulfuration promotes basal-like breast
tumor progression via realigning cellular cysteine persulfidation. (PMID: 34737229) Erdélyi K ... Nagy P Proceedings of the National
Academy of Sciences of the United States of America 2021 3 Association of maternal dietary intakes and CBS gene polymorphisms
with congenital heart disease in offspring. (PMID: 32800907) Li Y ... Qin ] International journal of cardiology 2021 3 Derangement of
hepatic polyamine, folate, and methionine cycle metabolism in cystathionine beta-synthase-deficient homocystinuria in the
presence and absence of treatment: Possible implications for pathogenesis. (PMID: 33483253) Maclean KN ... Stabler SP Molecular
genetics and metabolism 2021 3 Parental exome analysis identifies shared carrier status for a second recessive disorder in
couples with an affected child. (PMID: 33223529) Mor-Shaked H ... Harel T European journal of human genetics : EJHG 2021
Systems analysis of RhoGEF and RhoGAP regulatory proteins reveals spatially organized RAC1 signalling from integrin adhesions.
(PMID: 32203420) Muller PM ... Rocks O Nature cell biology 2020 3 Wnt regulation: exploring Axin-Disheveled interactions and
defining mechanisms by which the SCF E3 ubiquitin ligase is recruited to the destruction complex. (PMID: 32129710) Schaefer KN
... Peifer M Molecular biology of the cell 2020 The midbody interactome reveals unexpected roles for PP1 phosphatases in
cytokinesis. (PMID: 31586073) Capalbo L ... D'Avino PP Nature communications 2019 3 Gain of Additional BIRC3 Protein Functions
through 3'-UTR-Mediated Protein Complex Formation. (PMID: 30948266) Lee SH ... Mayr C Molecular cell 2019 3 Extensive
disruption of protein interactions by genetic variants across the allele frequency spectrum in human populations. (PMID:
31515488) Fragoza R ... Yu H Nature communications 2019 3 PLEKHA4/kramer Attenuates Dishevelled Ubiquitination to Modulate
Wnt and Planar Cell Polarity Signaling. (PMID: 31091453) Shami Shah A ... Baskin JM Cell reports 2019 3 WWP2 ubiquitylates RNA
polymerase II for DNA-PK-dependent transcription arrest and repair at DNA breaks. (PMID: 31048545) Caron P ... van Attikum H
Genes & development 2019

CDCAS3: Drug target discovery by gene expression analysis: cell cycle genes. (PMID: 12188893) Walker MG Current cancer drug
targets 2001 Large-scale sequencing in human chromosome 12p13: experimental and computational gene structure
determination. (PMID: 9074930) Ansari-Lari MA ... Gibbs RA Genome research 1997 2 3 4 Identification of type 2 diabetes-
associated combination of SNPs using support vector machine. (PMID: 20416077) Ban HJ ... Park K] BMC genetics 2010 3 40
Complete sequencing and characterization of 21,243 full-length human cDNAs. (PMID: 14702039) Ota T ... Sugano S Nature
genetics 2004 3 4 Comprehensive interactome profiling of the human Hsp70 network highlights functional differentiation of )
domains. (PMID: 33957083) Piette BL ... Taipale M Molecular

CDKN2A: Gan Y, Ma W, Wang X, et al. Coordinated transcription of ANRIL and P16genes is silenced by P16 DNA methylation
. Chinese Journal of Cancer Research. 2018;30(1):93-103. d0i:10.21147/j.issn.1000-9604.2018.01.10.

CDKN2B-AS1: ?ehime Gulsin Temel, Mahmut Cerkez ErgorenAnatol ] Cardiol. 2019 Jan; 21(1): 31-38. Published online 2018 Dec 7.
doi: 10.14744/Anatol)Cardiol.2018.90907PMCID: PMC6382903Louis R. Pasquale, Stephanie J. Loomis, Jae H. Kang, Brian L. Yaspan,
Wael Abdrabou, Donald L. Budenz, Teresa C. Chen, Elizabeth DelBono, David S. Friedman, Douglas Gaasterland, Terry Gaasterland,
Cynthia L. Grosskreutz, Richard K. Lee, Paul R. Lichter, Yutao Liu, Catherine A. McCarty, Sayoko E. Moroi, Lana M. Olson.

CHMPA4C: Petsalaki E, Dandoulaki M, Zachos G. The ESCRT protein Chmp4c regulates mitotic spindle checkpoint signaling. The
Journal of Cell Biology. 2018;217(3):861-876. doi:10.1083/jcb.201709005.
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CKAP2L: Mutations in CKAP2L, the human homolog of the mouse Radmis gene, cause Filippi syndrome. (PMID: 25439729) Hussain
MS . NUrnberg P American journal of human genetics 2014 2 3 4 56 Radmis, a novel mitotic spindle protein that functions in cell
division of neural progenitors. (PMID: 24260314) Yumoto T . Sakakibara S PloS one 2013 2 3 56 Evidence for genes on chromosome
2 contributing to alcohol dependence with conduct disorder and suicide attempts. (PMID: 20468071) Dick DM . Bierut L American

COL3A1: Wang X-Q, Tang Z-X, Yu D, et al. Epithelial but not stromal expression of collagen alpha-1(Ill) is a diagnostic and
prognostic indicator of colorectal carcinoma. Oncotarget. 2016;7(8):8823-8838. doi:10.18632/oncotarget.6815.

COMT: Is there an association of genetic polymorphisms of the catechol-O-methyltransferase gene (rs165656 and rs174675) and
the 5-hydroxytryptamine receptor 2A gene (rs4941573 and rs6313) with sleep bruxism in individuals with obstructive sleep apnea?
(PMID: 34808513) Duarte ] ... De Luca Canto G Archives of oral biology 2022 3 COMTVal158Met polymorphism is associated with
ecstasy (MDMA)-induced psychotic symptoms in the Turkish population. (PMID: 35017287) Aytac HM ... Pehlivan S Neurosciences
(Riyadh, Saudi Arabia) 2022 Warriors versus worriers: the role of COMT gene variants. Stein DJ1, Newman TK, Savitz |, Ramesar R.
COMT genotype increases risk for bipolar I disorder and influences neurocognitive performance. Burdick KE1, Funke B, Goldberg
JF, Bates JA, Jaeger J, Kucherlapati R, Malhotra AK. Genetic variants in COMT and neurocognitive impairment in families of patients
with schizophrenia. Liao SY1, Lin SH, Liu CM, Hsieh MH, Hwang TJ, Liu SK, Guo SC, Hwu HG, Chen W]J. SARS-CoV-2-host proteome
interactions for antiviral drug discovery. (PMID: 34709727) Liu X ... Varjosalo M Molecular systems biology 2021 3 Multilevel
proteomics reveals host perturbations by SARS-CoV-2 and SARS-CoV. (PMID: 33845483) Stukalov A ... Pichlmair A Nature 2021 3
Dual proteome-scale networks reveal cell-specific remodeling of the human interactome. (PMID: 33961781) Huttlin EL ... Gygi SP
Cell 2021 3 USP11 mediates repair of DNA-protein cross-links by deubiquitinating SPRTN metalloprotease. (PMID: 33567341) Perry
M ... Ghosal G The Journal of biological chemistry 2021 3 BPA modulates the WDR5/TET2 complex to regulate ERB expression in
eutopic endometrium and drives the development of endometriosis. (PMID: 33022573) Xue W ... Yuanzhen Z Environmental
pollution (Barking, Essex: 1987) 2021 3 Epistatic effect of Ankyrin repeat and kinase domain containing 1 - Dopamine receptor D2
and catechol-o-methyltransferase single nucleotide polymorphisms on the risk for hazardous use of alcohol in Lithuanian
population. (PMID: 32889058) Kaminskaite M ... Bunevicius A Gene 2021 3 Effects of traumatic life events, cognitive biases and
variation in dopaminergic genes on psychosis proneness. (PMID: 31889426) Kotowicz K ... Misiak B Early intervention in psychiatry
2021 3 Catechol-O-methyltransferase and dopamine receptor D4 gene variants: Possible association with substance abuse in
Bangladeshi male. (PMID: 33544778) Sonia JA ... Kabir Y PloS one 2021 3 No links between genetic variation and developing theory
of mind: A preregistered replication attempt of candidate gene studies. (PMID: 33666309) Opitz T ... Sodian B Developmental
science 2021 3 Brain predictive coding processes are associated to COMT gene Val158Met polymorphism. (PMID: 33716157)
Bonetti L ... Brattico E NeuroImage 2021 3 Genome-wide association study identifies RNF123 locus as associated with chronic
widespread musculoskeletal pain. (PMID: 33926923) Rahman MS ... Williams FM Annals of the rheumatic diseases 2021 3
Association of COMT, BDNF and 5-HTT functional polymorphisms with personality characteristics. (PMID: 34856753) Tommasi M ...
Gatta V Frontiers in bioscience (Landmark edition) 2021 3 Suppressor effect of catechol-O-methyltransferase gene in prostate
cancer. (PMID: 34587154) Hashimoto Y ... Tanaka Y PloS one 2021 3 Risks of Macrosomia Associated with Catechol-O-
Methyltransferase Genotypes and Genetic-Epigenetic Interactions among Children with and without Gestational Diabetes
Exposure. (PMID: 33826421) Aguayo L ... Hou L Childhood obesity (Print) 2021 3 Impact of COMT val158met on tDCS-induced
cognitive enhancement in older adults. (PMID: 33359367) Hayek D ... Floel A Behavioural brain research 2021 3 COMT rs4818, pain
sensitivity and duration, and alveolar bone grafting of oral clefts. (PMID: 32989615) Silva EMVM ... Vieira AR Oral and maxillofacial
surgery 2021 3 COMT Genotype and Efficacy of Propranolol for TMD Pain: A Randomized Trial. (PMID: 33030089) Slade GD ...
Tchivileva IE Journal of dental research 2021 3 Polymorphisms in COMT, ADRB2 and HTR1A genes are associated with
temporomandibular disorders in individuals with other arthralgias. (PMID: 31264537) Bonato LL ... Casado PL Cranio : the journal
of craniomandibular practice 2021 3 The Associations between COMT and MAO-B Genetic Variants with Negative Symptoms in
Patients with Schizophrenia. (PMID: 34287249) Madzarac Z ... Pivac N Current issues in molecular biology 2021 3 Mutations and
structural variations in Catechol-O-methyltransferase gene of patients exhibiting chronic persistent surgical pain. (PMID:
33478750) Dharaniprasad G ... Bhan V Revista espanola de anestesiologia y reanimacion 2021 3 Catechol-O-methyltransferase
(COMT) polymorphism predicts rapid gait speed changes in healthy older adults. (PMID: 34231207) Sprague BN ... Rosano C
Journal of the American Geriatrics Society 2021 3 Influence of Catechol-O-Methyltransferase Gene Polymorphism on the
Correlation between Alexithymia and Hypervigilance to Pain. (PMID: 34948872) Ikarashi H ... Onishi H International journal of
environmental research and public health 2021 3 Genetic polymorphisms for BDNF, COMT, and APOE do not affect gait or ankle
motor control in chronic stroke: A preliminary cross-sectional study. (PMID: 32378476) Aljuhni R ... Madhavan S Topics in stroke
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rehabilitation 2021 3 Influence of COMT polymorphism in cognitive performance on dementia in community-dwelling elderly
Mexican (SADEM study). (PMID: 33900525) Juarez-Cedillo T ... Vargas-Alarcén G Metabolic brain disease 2021 3 Enhancing
dopamine tone modulates global and local cortical perfusion as a function of COMT val158met genotype. (PMID: 34390874)
Furman DJ ... D'Esposito M NeuroImage 2021 3 Fear of pain moderates the relationship between self-reported fatigue and
methionine allele of catechol-O-methyltransferase gene in patients with fibromyalgia. (PMID: 33909692) Ferrera D ... Gomez-
Esquer F PloS one 2021 3 Association of COMT Polymorphisms with Multiple Physical Activity-Related Injuries among University
Students in China. (PMID: 34682575) Chen S ... Li L International journal of environmental research and public health 2021 3
Association Between the COMT Val158Met Polymorphism and Antipsychotic Efficacy in Schizophrenia: An Updated Meta-Analysis.
(PMID: 33100205) Ma] ... Qin S Current neuropharmacology 2021 3 The roles of borderline personality disorder symptoms and
dispositional capability for suicide in suicidal ideation and suicide attempts: Examination of the COMT Val158Met polymorphism.
(PMID: 34051678) Tull MT ... Gratz KL Psychiatry research 2021 3 Catechol-O-Methyltransferase Genotype, Frailty, and Gait Speed in
a Biracial Cohort of Older Adults. (PMID: 33043988) Mance S ... Rosano C Journal of the American Geriatrics Society 2021 3 Aberrant
Brain Signal Variability and COMT Genotype in Chronic TMD Patients. (PMID: 33622085) Lim M ... DaSilva AF Journal of dental
research 2021 3 Association between polymorphisms in catechol-O-methyl transferase, opioid receptor Mu 1 and serotonin
receptor genes with postoperative pain following root canal treatment. (PMID: 33559241) Karatas E ... Akbiyik N International
endodontic journal 2021 3 The association between selected genetic variants and individual differences in experimental pain.
(PMID: 33108341) Lie MU ... Nilsen KB Scandinavian journal of pain 2021 3 Sex moderates the association between the COMT
Val158Met single-nucleotide polymorphism and disorderliness facet of novelty seeking. (PMID: 33352204) Scacchia P ... De Pascalis
V Neuroscience research 2021 3 Computational analysis of deleterious single nucleotide polymorphisms in catechol O-
Methyltransferase conferring risk to post-traumatic stress disorder. (PMID: 33865170) Chitrala KN ... Nagarkatti M Journal of
psychiatric research 2021 3 The interactive effect of genetic polymorphisms of IL-10 and COMT on cognitive function in
schizophrenia. (PMID: 33127070) Wang J ... Zhang XJournal of psychiatric research 2021 3 Inhibitory Control Mediates the
Associations Between Parenting Practices and Depressive Symptoms in Adolescents: The Moderating Role of Catechol-O-
Methyltransferase (COMT) Gene. (PMID: 34259955) Cao Y ... Zhang W Journal of youth and adolescence 2021 3 Investigating
interactive effects of worry and the catechol-o-methyltransferase gene (COMT) on working memory performance. (PMID:
34173216) Louis CC ... Moser JS Cognitive, affective & behavioral neuroscience 2021 3 Do oral contraceptives affect young women's
memory? Dopamine-dependent working memory is influenced by COMT genotype, but not time of pill ingestion. (PMID:
34111174) Gravelsins L ... Einstein G PloS one 2021 3 SLC6A3 (DAT1) as a Novel Candidate Biomarker Gene for Suicidal Behavior.
(PMID: 34199792) Rafikova E ... Vasilyev V Genes 2021 3 The COMT gene rs4680 polymorphism moderates the relationship
between adult ADHD symptoms and executive dysfunction. (PMID: 33450700) Liu J ... Gong J Asian journal of psychiatry 2021 3
Influence of ADRB1, ADRB2, and COMT Genetic Polymorphisms on Postoperative Outcomes of Patients Undergoing Cardiac Valve
Surgery. (PMID: 33451866) Dai S ... Wang E Clinical therapeutics 2021 3 The Effects of Childhood Maltreatment on Non-Suicidal Self-
Injury in Male Adolescents: The Moderating Roles of the Monoamine Oxidase A (MAOA) Gene and the Catechol-O-
Methyltransferase (COMT) Gene. (PMID: 33807669) Gao Y ... Wang H International journal of environmental research and public
health 2021 3 Association study of Catechol-o-methyltransferase and Alpha-1-adrenergic receptor gene polymorphisms with
multiple phenotypes of heroin use disorder. (PMID: 33577997) Deji C ... Wei S Neuroscience letters 2021 Comparative host-
coronavirus protein interaction networks reveal pan-viral disease mechanisms. (PMID: 33060197) Gordon DE ... Krogan NJ Science
(New York, N.Y.) 2020 3 RIG-I regulates myeloid differentiation by promoting TRIM25-mediated ISGylation. (PMID: 32513696) Wu SF
... Chen S Proceedings of the National Academy of Sciences of the United States of America 2020 3 A reference map of the human
binary protein interactome. (PMID: 32296183) Luck K ... Calderwood MA Nature 2020 3 Interactome Mapping Provides a Network
of Neurodegenerative Disease Proteins and Uncovers Widespread Protein Aggregation in Affected Brains. (PMID: 32814053)
Haenig C ... Wanker EE Cell reports 2020 3 Extensive rewiring of the EGFR network in colorectal cancer cells expressing
transforming levels of KRASG13D. (PMID: 31980649) Kennedy SA ... Kolch W Nature communications 2020 3 A SARS-CoV-2 protein
interaction map reveals targets for drug repurposing. (PMID: 32353859) Gordon DE ... Krogan NJ Nature 2020 3 Synthetic Lethal
and Resistance Interactions with BET Bromodomain Inhibitors in Triple-Negative Breast Cancer. (PMID: 32416067) Shu S ... Polyak K
Molecular cell 2020 3 The influence of dopaminergic polymorphisms on selective stopping. (PMID: 31863847) Rincon-Pérez I ...
Albert ] Behavioural brain research 2020 3 The effect of rs1076560 (DRD2) and rs4680 (COMT) on tardive dyskinesia and cognition
in schizophrenia subjects. (PMID: 32931693) Punchaichira TJ ... Thelma BK Psychiatric genetics 2020 3 Genetic susceptibility to
parenting style: DRD2 and COMT influence creativity. (PMID: 32119983) Si S ... Zhang ) NeuroImage 2020 3 Genetic Biomarkers of
Panic Disorder: A Systematic Review. (PMID: 33158196) Tretiakov A ... Klimov E Genes 2020 3 Association of COMT Gene
Polymorphisms with Response to Methadone Maintenance Treatment Among Chinese Opioid-Dependent Patients. (PMID:
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32407152) Duan L ... Li X Genetic testing and molecular biomarkers 2020 3 COMT val158met genotype alters the effects of
methamphetamine dependence on dopamine and dopamine-related executive function: preliminary findings. (PMID: 32739643)
Saloner R ... Ellis R} Psychiatry research 2020 3 Interaction between catechol-O-methyltransferase polymorphism and childhood
trauma in suicidal ideation of patients with post-traumatic stress disorder. (PMID: 32618128) Kwon A ... Lee SH Brain and behavior
2020 3 Association between categorization of emotionally-charged and neutral visual scenes and parameters of event-related
potentials in carriers of different COMT, HTR2A, BDNF gene genotypes. (PMID: 32983417) Vorobyeva EV ... Stoletniy AS
F1000Research 2020 3 Effects of childhood trauma experience and COMT Val158Met polymorphism on brain connectivity in a
multimodal MRI study. (PMID: 32997444) Tian T ... Zhu W Brain and behavior 2020 3 Evaluation of COMT (rs4680), CNR2
(rs2501432), CNR2 (rs2229579), UCP2 (rs659366), and IL-17 (rs763780) gene variants in synthetic cannabinoid use disorder patients.
(PMID: 32662357) Pehlivan S ... Cetinay Aydin P Journal of addictive diseases 2020 3 The role of COMT polymorphism in modulation
of prefrontal activity during verbal fluency in bipolar disorder. (PMID: 32822765) Devrimci-Ozguven H ... Baskak B Neuroscience
letters 2020

CP: Zhang Y, Li X-X, Ma Y, et al. CP and CP-PGN protect mice against MRSA infection by inducing M1 macrophages. Scientific
Reports. 2017,;7:16877. d0i:10.1038/s41598-017-17001-0.

CRHR1: Julia Bender, Maik Engeholm, Marion S. Ederer, Johannes Breu, Thor C. Mgller, Stylianos Michalakis, Tamas Rasko, Erich E.
Wanker, Martin Biel, Karen L. Martinez, Wolfgang Wurst, Jan M. DeussingPLoS One. 2015; 10(9): e0136768. Published online 2015
Sep 9. doi: 10.1371/journal.pone.0136768PMCID: PMC4564177Androniki Raftogianni, Lena C. Roth, Diego Garcia-Gonzalez,
Thorsten Bus, Claudia Kihne, Hannah Monyer, Daniel J. Spergel, Jan M. Deussing, Valery GrinevichFront Mol Neurosci. 2018; 11:
305.

CTLA4: Mackroth MS, Abel A, Steeg C, Schulze zur Wiesch |, Jacobs T. Acute Malaria Induces PD1+CTLA4+ Effector T Cells with Cell-
Extrinsic Suppressor Function. Engwerda CR, ed. PLoS Pathogens. 2016;12(11):e1005909. doi:10.1371/journal.ppat.1005909.

CYP17A1: Petrunak EM, Rogers SA, Aubé J, Scott EE. Structural and Functional Evaluation of Clinically Relevant Inhibitors of
Steroidogenic Cytochrome P450 17A1. Drug Metabolism and Disposition. 2017;45(6):635-645. doi:10.1124/dmd.117.075317.

CYP19A1: Chen Z, Wang O, Nie M, et al. Aromatase deficiency in a Chinese adult man caused by novel compound
heterozygous CYP19A1 mutations: Effects of estrogen replacement therapy on the bone, lipid, liver and glucose
metabolism. Molecular and cellular endocrinolo

CYP24A1: Julia H6baus, Samawansha Tennakoon, Petra Heffeter, Charlotte Groeschel, Abhishek Aggarwal, Doris M. Hummel|,
Ursula Thiem, Rodrig Marculescu, Walter Berger, Eniko KallayInt ] Cancer. 2016 Jan 15; 138(2): 440-450. Published online 2015 Aug
17. doi: 10.1002/ijc.29717 PMCID: PM(C4832261 Peter ). Tebben, Ravinder J. Singh, Rajiv KumarEndocr Rev. 2016 Oct; 37(5): 521-547.
Published online 2016 Sep 2. doi: 10.1210/er.2016-1070 PMCID: PMC5045493 Elaine W. Tieu, Wei Li, Jianjun Chen, Tae-Kang Kim.

CYP2R1: Thanapirom K, Suksawatamnuay S, Sukeepaisarnjareon W, et al. Genetic variation in the vitamin D pathway CYP2R1 gene
predicts sustained HBeAg seroconversion in chronic hepatitis B patients treated with pegylated interferon: A multicenter study.
Huang J-F,

CYP3A4: Liu J-E, Ren B, Tang L, et al. The independent contribution of miRNAs to the missing heritability in CYP3A4/5 functionality
and the metabolism of atorvastatin. Scientific Reports. 2016;6:26544. doi:10.1038/srep26544.
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DEFA1A3: Human defensin gene copy number polymorphisms: comprehensive analysis of independent variation in alpha- and
beta-defensin regions at 8p22-p23. (PMID: 16039093) Linzmeier RM ... Ganz T Genomics 2005 2 3 23 54 Inter-population variability
of DEFA3 gene absence: correlation with haplotype structure and population variability. (PMID: 17214878) Ballana E ... Estivill X
BMC genomics 2007 2 3 54 Copy number polymorphism and expression level variation of the human alpha-defensin genes DEFA1
and DEFA3. (PMID: 15944200) Aldred PM ... Armour JA Human molecular genetics 2005 2 3 54 Polymorphic segmental duplications
at 8p23.1 challenge the determination of individual defensin gene repertoires and the assembly of a contiguous human reference
sequence. (PMID: 15588320) Taudien S ... Platzer M BMC genomics 2004 2 3 54 Polymorphisms in a-Defensin-Encoding DEFA1A3
Associate with Urinary Tract Infection Risk in Children with Vesicoureteral Reflux. (PMID: 26940096) Schwaderer AL ... Hains DS
Journal of the American Society of Nephrology : JASN 2016

DENND1A: Tee MK, Speek M, Legeza B, et al. Alternative splicing of DENND1A, a PCOS candidate gene, generates variant
2. Molecular and cellular endocrinology. 2016;434:25-35. doi:10.1016/j.mce.2016.06.011.

DSTN: Human actin depolymerizing factor mediates a pH-sensitive destruction of actin filaments. (PMID: 8399167) Hawkins M .
Weeds AG Biochemistry 1993 2 3 4 23 56 Determining the differences in actin binding by human ADF and cofilin. (PMID: 11812157)
Yeoh S . Weeds A Journal of molecular biology 2002 3 4 23 56 Differential involvement of destrin and cofilin-1 in the control of
invasive properties of Isreco1 human colon cancer cells. (PMID: 17583572) Estornes Y . Abello | International journal of

ENPP1: Wang H, Gonzalez-Garcia I, Traba J, et al. ATP-degrading ENPP1 is required for survival (or persistence) of long-lived
plasma cells. Scientific Reports. 2017;7:17867. doi:10.1038/s41598-017-18028-z.

ERCC2: Li L, Bai H, Yang J, Cao D, Shen K. Genome-wide DNA copy number analysis in clonally expanded human ovarian cancer cells
with distinct invasive/migratory capacities. Oncotarget. 2017;8(9):15136-15148. doi:10.18632/oncotarget.14767.

ESR1: Takeshita T, Yamamoto Y, Yamamoto-Ibusuki M, et al. Clinical significance of monitoring ESR1 mutations in circulating cell-
free DNA in estrogen receptor positive breast cancer patients. Oncotarget. 2016;7(22):32504-32518. doi:10.18632/oncotarget.8839.

ESR2: Rumi MAK, Singh P, Roby KF, et al. Defining the Role of Estrogen Receptor ?in the Regulation of Female
Fertility. Endocrinology. 2017;158(7):2330-2343. doi:10.1210/en.2016-1916.

EVA1A: Mengtao Li, Guang Lu, Jia Hu, Xue Shen, Jiabao Ju, Yuanxu Gao, Liujing Qu, Yan Xia, Yingyu Chen, Yun BaiStem Cell Reports.
2016 Mar 8; 6(3): 396-410. Published online 2016 Feb 18. doi: 10.1016/j.stemcr.2016.01.011PMCID: PMC4788774Xin Lin, Ming Cui,
Dong Xu, Dubeiqgi Hong, Yan Xia, Chentong Xu, Riyong Li, Xuan Zhang, Yaxin Lou, Qihua He, Ping Lv, Yingyu ChenCell Death Dis.
2018 Jul; 9(7): 768. Published online 2018 Jul 10. doi: 10.1038/541419-018-0800-x PMCID: PMC6039435 Shu Zhang, Xin Lin.

F2: Kamal RP, Alymova 1V, York IA. Evolution and Virulence of Influenza A Virus Protein PB1-F2. International Journal of Molecular
Sciences. 2018;19(1):96. doi:10.3390/ijms19010096.

F5: Guo J, Chan EWC, Chen S. Mechanism of substrate recognition by the novel Botulinum Neurotoxin subtype F5. Scientific
Reports. 2016;6:19875. doi:10.1038/srep19875.

FAM9B: A new gene family (FAM9) of low-copy repeats in Xp22.3 expressed exclusively in testis: implications for recombinations in
this region. (PMID: 12213195) Martinez-Garay I . Kutsche K Genomics 2002 2 3 4 23 56 Genome-wide association study identifies a
new locus JMJD1C at 10921 that may influence serum androgen levels in men. (PMID: 22936694) Jin G . Xu ] Human molecular
genetics 2012 2 3 56 Genetic determinants of serum testosterone concentrations in men. (PMID: 21998597) Ohlsson C. Haring

FGA: Shi F, Wu H, Qu K, et al. Identification of serum proteins AHSG, FGA and APOA-I as diagnostic biomarkers for gastric
cancer. Clinical Proteomics. 2018;15:18. doi:10.1186/s12014-018-9194-0.

FMR1: (PMID: 19097999) Fahling M . Scholz H The Journal of biological chemistry 2009 3 4 23 58 Screening for the presence of
FMR1 premutation alleles in women with parkinsonism. (PMID: 19204162) Cilia R . Tassone F Archives of neurology 2009 3 23 45 58
The G-quartet containing FMRP binding site in FMR1T mRNA is a potent exonic splicing enhancer. (PMID: 18653529) Didiot MC..
Moine H Nucleic acids research 2008 3 4 23 58 Methylation regulates the intracellular protein-protein and protein-RNA interac
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FSHB: creased Prevalance of the -211 T allele of follicle stimulating hormone (FSH) beta subunit promoter polymorphism and
lower serum FSH in infertile men. (PMID: 19897680) Grigorova M . Laan M The Journal of clinical endocrinology and metabolism
2010 3 23 43 56 Association of Accl polymorphism in the follicle-stimulating hormone beta gene with polycystic ovary syndrome.
(PMID: 11119757) Tong Y . Ng SC Fertility and sterility 2000 3 23 43 56 A reevaluation of the amino acid sequence of human fol

FSHR: Du X, Zhang L, Li X, Pan Z, Liu H, Li Q. TGF-? signaling controls FSHR signaling-reduced ovarian granulosa cell apoptosis
through the SMAD4/miR-143 axis. Cell Death & Disease. 2016;7(11):e2476-. doi:10.1038/cddis.2016.379.

GDF9: Analyses of GDF9 mutation in 100 Chinese women with premature ovarian failure. (PMID: 17482612) Zhao H ... Rajkovic A
Fertility and sterility 2007 3 4 23 41 Mutations and sequence variants in GDF9 and BMP15 in patients with premature ovarian
failure. (PMID: 16645022) Laissue P ... Veitia RA European journal of endocrinology 2006 3 4 23 41 Mutational screening of the
coding region of growth differentiation factor 9 gene in Indian women with ovarian failure. (PMID: 16278619) Dixit H ... Singh L
Menopause (New York, N.Y.) 2005 3 4 23 41 Identification of the first homozygous 1-bp deletion in GDF9 gene leading to primary
ovarian insufficiency by using targeted massively parallel sequencing. (PMID: 29044499) Franca MM ... Mendonca BB Clinical
genetics 2018 3 4 74 Analyses of growth differentiation factor 9 (GDF9) and bone morphogenetic protein 15 (BMP15) mutation in
Chinese women with premature ovarian failure. (PMID: 19438907) Wang B ... Ma X Clinical endocrinology 2010

GRCH37.1: Schultz DJ, Krishna A, Vittitow SL, et al. Transcriptomic response of breast cancer cells to anacardic acid. Scientific
Reports. 2018;8:8063. d0i:10.1038/s41598-018-26429-x.

GREB1: PDZK1 and GREB1 are estrogen-regulated genes expressed in hormone-responsive breast cancer. (PMID: 11103799)
Ghosh MG . Weigel R] Cancer research 2000 2 3 4 23 58 Coeliac disease-associated risk variants in TNFAIP3 and REL implicate
altered NF-kappaB signalling. (PMID: 19240061) Trynka G . Wijmenga C Gut 2009 3 45 58 Regulation of GREB1 transcription by
estrogen receptor alpha through a multipartite enhancer spread over 20 kb of upstream flanking sequences. (PMID: 17463000)
Deschénes . Ma

GSR: Chul Han, Mi-Jung Kim, Dalian Ding, Hyo-Jin Park, Karessa White, Logan Walker, Tongjun Gu, Masaru Tanokura, Tatsuya
Yamasoba, Paul Linser, Richard Salvi, Shinichi SomeyaPLoS One. 2017; 12(7): e0180817. Published online 2017 Jul 7. doi:
10.1371/journal.pone.0180817PMCID: PMC5501606Kai Luersen, Dirk Stegehake, Jens Daniel, Mike Drescher, Irene Ajonina, Caroline
Ajonina, Patrick Hertel, Christian Woltersdorf, Eva LiebauPLoS One. 2013; 8(4): e60731. Published online 2013 Apr 8. doi:
10.1371/jou

HNF1B: Two variants on chromosome 17 confer prostate cancer risk, and the one in TCF2 protects against type 2 diabetes.
Gudmundsson J1, Sulem P, Steinthorsdottir V, Bergthorsson JT, Thorleifsson G, Manolescu A, Rafnar T, Gudbjartsson D, Agnarsson
BA, Baker A, Sigurdsson A, Benediktsdottir KR, Jakobsdottir M, Blondal T, Stacey SN, Helgason A, Gunnarsdottir S, Olafsdottir A,
Kristinsson KT, Birgisdottir B, Ghosh S, Thorlacius S, Magnusdottir D, Stefansdottir G, Kristjansson K, Bagger Y, Wilensky RL,

HSD17B2: Genetic variation in sex-steroid receptors and synthesizing enzymes and colorectal cancer risk in women. (PMID:
20148360) Lin ] ... Cook NR Cancer causes & control : CCC 2010 3 23 41 Regulation of 17-beta hydroxysteroid dehydrogenase type 2
in human placental endothelial cells. (PMID: 17538076) Su E] ... Bulun SE Biology of reproduction 2007 3 23 26 A new polymorphism
in the coding region of exon four in HSD17B2 in relation to risk of sporadic and hereditary breast cancer. (PMID: 17260097)
Jansson A ... Stal O Breast cancer research and treatment 2007 3 23 41 Polymorphisms associated with circulating sex hormone
levels in postmenopausal women. (PMID: 15199113) Dunning AM ... Ponder BA Journal of the National Cancer Institute 2004

HSD17B3: Substitution mutation C268Y causes 17 beta-hydroxysteroid dehydrogenase 3 deficiency. (PMID: 11158067) Lindqvist A
... Andersson S The Journal of clinical endocrinology and metabolism 2001 3 4 23 26 Male pseudohermaphroditism caused by
mutations of testicular 17 beta-hydroxysteroid dehydrogenase 3. (PMID: 8075637) Geissler WM ... Andersson S Nature genetics
1994 2 3 4 23 Association of the G289S single nucleotide polymorphism in the HSD17B3 gene with prostate cancer in Italian men.
(PMID: 12210481) Margiotti K ... Reichardt JK The Prostate 2002




NEll:® Sample
\\\\\\\\\\\\\\\ XX
PRECISYA F NIl lg eIl 12/09/2025

Prescriber Health insurance Sample

HTR2A: Polymorphisms in GRIK4, HTR2A, and FKBP5 show interactive effects in predicting remission to antidepressant treatment.
(PMID: 19924111) Horstmann S . Binder EB Neuropsychopharmacology : official publication of the American College of
Neuropsychopharmacology 2010 3 23 45 58 A genetic variant of HTR2C may play a role in the manifestation of Tourette syndrome.
(PMID: 20010450) Dehning S . Zill P Psychiatric genetics 2010 3 23 45 58 Comorbidity between bipolar disorder and alcohol use
disorder:

IL-10: Guillot-Sestier M-V, Doty KR, Gate D, et al. II10 deficiency re-balances innate immunity to mitigate Alzheimer-like
pathology. Neuron. 2015;85(3):534-548. doi:10.1016/j.neuron.2014.12.068.

IL-1B: Hasegawa T, Hall CJ, Crosier PS, et al. Transient inflammatory response mediated by interleukin-1? is required for proper
regeneration in zebrafish fin fold. Stainier DY, ed. eLife. 2017;6:e22716. doi:10.7554/eLife.22716.

IL-6: Huang Q, Zhang Z, Liao Y, et al. 17?-estradiol upregulates IL6 expression through the ER, pathway to promote lung
adenocarcinoma progression. Journal of Experimental & Clinical Cancer Research?: CR. 2018;37:133. doi:10.1186/s13046-018-0804-
5.

INHA: Variations in the inhibin gene in Kashmiri women with primary ovarian insufficiency. (PMID: 30340444) Zargar MH ... Ahmad
R Human fertility (Cambridge, England) 2020 3 RUNX1 and TGF-B signaling cross talk regulates Ca2+ ion channels expression and
activity during megakaryocyte development. (PMID: 32281291) Raghuwanshi S ... Gutti RK The FEBS journal 2020 3 ALK4-SMAD3/4
mediates the effects of activin A on the upregulation of PAI-1 in human granulosa lutein cells. (PMID: 31982478) Chen B ... Leung
PCK Molecular and cellular endocrinology 2020 3 PAPP-A2 and Inhibin A as Novel Predictors for Pregnancy Complications in
Women With Suspected or Confirmed Preeclampsia. (PMID: 32990126) Neuman RI... Danser AHJ Journal of the American Heart
Association 2020 3 Engineering the Ovarian Hormones Inhibin A and Inhibin B to Enhance Synthesis and Activity. (PMID: 32569368)
Goney MP ... Walton KL Endocrinology 2020

INSR: Yin Y, Hua H, Li M, et al. nTORC2 promotes type I insulin-like growth factor receptor and insulin receptor activation through
the tyrosine kinase activity of mTOR. Cell Research. 2016;26(1):46-65. doi:10.1038/cr.2015.133.

INTERGENIC: Tsai C-H, Liao R, Chou B, Palumbo M, Contreras LM. Genome-Wide Analyses in Bacteria Show Small-RNA Enrichment
for Long and Conserved Intergenic Regions. Zhulin IB, ed. Journal of Bacteriology. 2015;197(1):40-50. doi:10.1128/JB.02359-14.

IRF5: De S, Zhang B, Shih T, et al. B Cell-Intrinsic Role for IRF5 in TLR9/BCR-Induced Human B Cell Activation, Proliferation, and
Plasmablast Differentiation. Frontiers in Immunology. 2017;8:1938. doi:10.3389/fimmu.2017.01938.

IRS1: Insulin receptor substrate 1 gene variation modifies insulin resistance response to weight-loss diets in a 2-year randomized
trial: the Preventing Overweight Using Novel Dietary Strategies (POUNDS LOST) trial. Qi Q1, Bray GA, Smith SR, Hu FB, Sacks FM, Qi
L.

KCNJ11: Zhang B, Novitskaya T, Wheeler DG, et al. Kcnj11 Ablation is Associated with Increased Nitro-Oxidative Stress During
Ischemia-Reperfusion Injury: Implications for Human Ischemic Cardiomyopathy. Circulation Heart failure. 2017;10(2):e003523.
doi:10.1161/CI

KISS1: Chromosome localization and genomic structure of the KiSS-1 metastasis suppressor gene (KISS1). (PMID: 9806840) West A
... Weissman BE Genomics 1998 2 3 4 21 Suppression of metastasis in human breast carcinoma MDA-MB-435 cells after
transfection with the metastasis suppressor gene, KiSS-1. (PMID: 9192814) Lee JH ... Welch DR Cancer research 1997 2 3 4 21
Inactivating KISS1 mutation and hypogonadotropic hypogonadism. (PMID: 22335740) Topaloglu AK ... Yuksel B The New England
journal of medicine 2012 3 4 69 Mutations of the KISS1 gene in disorders of puberty. (PMID: 20237166) Silveira LG ... Latronico AC
The Journal of clinical endocrinology and metabolism 2010 3 21 39 A twisted kiss: in vitro and in vivo evidence of genetic variation
and suppressed transcription of the metastasis-suppressor gene KiSS1 in early breast cancer. (PMID: 19895172) Pentheroudakis G
... Pavlidis N Neoplasma 2010

KSR2: Giurisato E, Gamberucci A, Ulivieri C, et al. The KSR2-calcineurin complex regulates STIM1-ORAI1 dynamics and store-
operated calcium entry (SOCE). Martin TFJ, ed. Molecular Biology of the Cell. 2014;25(11):1769-1781. d0i:10.1091/mbc.E13-05-0292.
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LEPR: Yang Y, Niu T. A meta-analysis of associations of LEPR Q223R and K109R polymorphisms with Type 2 diabetes risk. Amendola
R, ed. PLoS ONE. 2018;13(1):e0189366. doi:10.1371/journal.pone.0189366.

LHB: Luteinizing hormone beta-subunit gene (LHbeta) polymorphism in infertility and endometriosis-associated infertility. (PMID:
20430510) Mafra FA ... Barbosa CP European journal of obstetrics, gynecology, and reproductive biology 2010 3 40 A large-scale
candidate gene association study of age at menarche and age at natural menopause. (PMID: 20734064) He C ... Hunter D) Human
genetics 2010 3 40 Genetic variation in sex hormone genes influences heel ultrasound parameters in middle-aged and elderly
men: results from the European Male Aging Study (EMAS). (PMID: 18767927) Limer KL ... EMAS Study Group Journal of bone and
mineral research : the official journal of the American Society for Bone and Mineral Research 2009 Association Between Genes
Encoding Components of the Leutinizing Hormone/ Luteinizing Hormone-Choriogonadotrophin Receptor Pathway and Polycystic
Ovary Syndrome in Egyptian Women

LHCGR: Liu W, Han B, Zhu W, et al. Polymorphism in the Alternative Donor Site of the Cryptic Exon of LHCGR: Functional
Consequences and Associations with Testosterone Level. Scientific Reports. 2017;7:45699. doi:10.1038/srep45699.

LIF: An unusual cytokine:Ig-domain interaction revealed in the crystal structure of leukemia inhibitory factor (LIF) in complex with
the LIF receptor. (PMID: 17652170) Huyton T ... Garrett TP Proceedings of the National Academy of Sciences of the United States of
America 2007 3 4 23 Association of the leukemia inhibitory factor gene mutation and the antiphospholipid antibodies in the
peripheral blood of infertile women. (PMID: 18298054) Kralickova M ... Vetvicka V Folia microbiologica 2007 3 23 41 Convergent
mechanisms for recognition of divergent cytokines by the shared signaling receptor gp130. (PMID: 14527405) Boulanger M]J ...
Garcia KC Molecular cell 2003 3 4 23 Neuropoietic cytokines in the hematopoietic fold. (PMID: 1714745) Bazan JF Neuron 1991 2 3
23 Expression of LIF and LIF receptor beta in Alzheimer's and Parkinson's diseases. (PMID: 20074285) Soilu-Hanninen M ...
Hukkanen V Acta neurologica Scandinavica 2010

LPARG6: Raza SI, Muhammad D, Jan A, et al. In Silico Analysis of Missense Mutations in LPAR6 Reveals Abnormal Phospholipid
Signaling Pathway Leading to Hypotrichosis. van Steensel MAM, ed. PLoS ONE. 2014;9(8):e104756.
doi:10.1371/journal.pone.0104756.

MACROD2: Van den Broek E, den Uil SH, Coupé VMH, et al. MACRODZ2 expression predicts response to 5-FU-based chemotherapy
in stage III colon cancer. Oncotarget. 2018;9(50):29445-29452. doi:10.18632/oncotarget.25655.

MAGEC3: Eng KH, Szender JB, Etter JL, et al. Paternal lineage early onset hereditary ovarian cancers: A familial Ovarian Cancer
Registry study. Eng C, ed. PLoS Genetics. 2018;14(2):e1007194. doi:10.1371/journal.pgen.1007194.

MARK2P9: Complete sequencing and characterization of 21,243 full-length human cDNAs. (PMID: 14702039) Ota T . Sugano S
Nature genetics 2004 C allele of the rs2209972 single nucleotide polymorphism of the insulin degrading enzyme gene and
Alzheimer's disease in type 2 diabetes, a case control study. Gutiérrez-Hermosillo H1, Diaz De Le6n-Gonzalez E2, Palacios-Corona
R3, Cedillo-Rodriguez JA4, Camacho-Luis A5, Reyes-Romero MA5, Medina-Chavez JH6, Blanddn PA7.

MICAL3: MICALs, a family of conserved flavoprotein oxidoreductases, function in plexin-mediated axonal repulsion. (PMID:
12110185) Terman JR . Kolodkin AL Cell 2002 2 3 4 56 MICAL3 Flavoprotein Monooxygenase Forms a Complex with Centralspindlin
and Regulates Cytokinesis. (PMID: 27528609) Liu Q . Akhmanova A The Journal of biological chemistry 2016 3 4 56 The Ciliopathy
Protein CC2D2A Associates with NINL and Functions in RAB8-MICAL3-Regulated Vesicle Trafficking. (PMID: 26485645) Bachmann-
GagescuR
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MICOS10: Uniform nomenclature for the mitochondrial contact site and cristae organizing system. (PMID: 24687277) Pfanner N ...
Nunnari) The Journal of cell biology 2014 2 3 4 Armadillo repeat-containing protein 1 is a dual localization protein associated with
mitochondrial intermembrane space bridging complex. (PMID: 31644573) Wagner F ... Kozjak-Pavlovic V PloS one 2019 34 The
non-glycosylated isoform of MIC26 is a constituent of the mammalian MICOS complex and promotes formation of crista
junctions. (PMID: 25764979) Koob S ... Reichert AS Biochimica et biophysica acta 2015 3 4 MINOS1 is a conserved component of
mitofilin complexes and required for mitochondrial function and cristae organization. (PMID: 22114354) Alkhaja AK ... Deckers M
Molecular biology of the cell 2012 3 4 Dual role of mitofilin in mitochondrial membrane organization and protein biogenesis.
(PMID: 21944719) von der Malsburg K ... van der Laan M Developmental cell 2011

MTHFD1: Kamynina E, Lachenauer ER, DiRisio AC, Liebenthal RP, Field MS, Stover PJ. Arsenic trioxide targets MTHFD1 and SUMO-
dependent nuclear de novo thymidylate biosynthesis. Proceedings of the National Academy of Sciences of the United States of
America. 2017;1

MTHFR: Human methylenetetrahydrofolate reductase: isolation of cDNA, mapping and mutation identification. (PMID: 7920641)
Goyette P ... Rozen R Nature genetics 1994 2 3 4 21 70 Systematic meta-analyses and field synopsis of genetic association studies
in schizophrenia: the SzGene database. (PMID: 18583979) Allen NC ... Bertram L Nature genetics 2008 34 39 70 A common
haplotype on methylenetetrahydrofolate reductase gene modifies the effect of angiotensin-converting enzyme inhibitor on blood
pressure in essential hypertension patients--a family-based association study. (PMID: 16081343) Jiang S ... Xu X Clinical and
experimental hypertension (New York, N.Y.: 1993) 2005 3 21 24 39 Methylenetetrahydrofolate reductase genotype, vitamin B12,
and folate influence plasma homocysteine in hemodialysis patients. (PMID: 11979347) Nakamura T ... Hata A American journal of
kidney diseases : the official journal of the National Kidney Foundation 2002 3 21 24 39 Polymorphisms in the
methylenetetrahydrofolate reductase gene are associated with susceptibility to acute leukemia in adults. (PMID: 10536004)
Skibola CF ... Morgan G Proceedings of the National Academy of Sciences of the United States of America 1999 Association of
methylenetetrahydrofolate reductase (MTHFR 677C>T and 1298A>C) polymorphisms and haplotypes with silent brain infarction
and homocysteine levels in a Korean population. (PMID: 20191019) Han IB ... Kim NK Yonsei medical journal 2010 3 21 39 MTHFR
C677T and A1298C variant genotypes and the risk of microsatellite instability among Iranian colorectal cancer patients. (PMID:
20193847) Naghibalhossaini F ... Abdollahi K Cancer genetics and cytogenetics 2010 3 39 Polymorphism C776G in the
transcobalamin II gene and homocysteine, folate and vitamin B12 concentrations. Association with MTHFR C677T and A1298C and
MTRR A66G polymorphisms in healthy children. (PMID: 16820193) Aléssio AC ... Annichino-Bizzacchi JM Thrombosis research 2007
3 39 Hyperhomocysteinaemia and MTHFR C677T gene polymorphism in renal transplant recipients. (PMID: 11420199) Szabd A] ...
Reusz GS Archives of disease in childhood 2001 3 39 Food Intervention with Folate Reduces TNF-a and Interleukin Levels in
Overweight and Obese Women with the MTHFR C677T Polymorphism: A Randomized Trial. (PMID: 32019154) Lisboa JVC ... Costa
MJC Nutrients 2020

MTNR1A: Lack of association between the promoter polymorphism of the MTNR1A gene and adolescent idiopathic scoliosis.
(PMID: 18794763) Qiu XS . Qiu Y Spine 2008 3 23 43 56 Allelic variants of human melatonin 1A receptor in patients with familial
adolescent idiopathic scoliosis. (PMID: 12973153) Morcuende JA . Sheffield V Spine 2003 3 23 43 56 Alleic variants of human
melatonin 1a receptor: function and prevalence in subjects with circadian rhythm sleep disorders. (PMID: 10471411) Ebisawa T .
Yamauc

MTNR1B: G-allele of intronic rs10830963 in MTNR1B confers increased risk of impaired fasting glycemia and type 2 diabetes
through an impaired glucose-stimulated insulin release: studies involving 19,605 Europeans. Sparsg T1, Bonnefond A, Andersson
E, Bouatia-Naji N, Holmkuvist J, Wegner L, Grarup N, Gjesing AP, Banasik K, Cavalcanti-Proenca C, Marchand M, Vaxillaire M,
Charpentier G, Jarvelin MR, Tichet J, Balkau B, Marre M, Lévy-Marchal C, Faerch K, Borch-Johnsen K, Jargensen T, Madsbad S,
Poulsen

MTR: Barker JW, Han PK, Choi SH, Bae KT, Park S-H. Investigation of Inter-Slice Magnetization Transfer Effects as a New Method for
MTR Imaging of the Human Brain. Lui S, ed. PLoS ONE. 2015;10(2):e0117101. doi:10.1371/journal.pone.0117101.
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MTRR: Orozco LD, Morselli M, Rubbi L, et al. Epigenome-wide association of liver methylation patterns and complex metabolic
traits in mice. Cell metabolism. 2015;21(6):905-917. doi:10.1016/j.cmet.2015.04.025. Chen J, Wang Q, Yin F-Q, Zhang W, Yan L-H, Li L.
MTRR silencing inhibits growth and cisplatin resistance of ovarian carcinoma via inducing apoptosis and reducing

autophagy. American Journal of Translational Research. 2015;7(9):1510-1527.

MUC4: MUC4 gene polymorphisms associate with endometriosis development and endometriosis-related infertility. Chang CY1,
Chang HW, Chen CM, Lin CY, Chen CP, Lai CH, Lin WY, Liu HP, Sheu JJ, Tsai FJ. MUC4 expression and localization in gastrointestinal
tract and skin of human embryos. (PMID: 16914178) Zhang J . Carraway KL Tissue & cell 2006 3 4 23 58 MUC4 gene polymorphism
and expression in women with implantation failure. (PMID: 16807280) Koscinski I . Buisine MP Human reproduction (Oxford, Eng

MYO16: Ying F. Liu, Sarah M. Sowell, Yue Luo, Alka Chaubey, Richard S. Cameron, Hyung-Goo Kim, Anand K. SrivastavaPLoS One.
2015; 10(4): e0123106. Published online 2015 Apr 22. doi: 10.1371/journal.pone.0123106PMCID: PMC4406691 Article Pub Reader
Laura Rodriguez-Muirillo, Bin Xu, J Louw Roos, Goncalo R Abecasis, Joseph A Gogos, Maria Karayiorgou
Neuropsychopharmacology. 2014 Mar; 39(4): 934-943. Prepublished online 2013 Oct 21. Published online 2013 Nov 20.

NR1H4: Functional variants of the central bile acid sensor FXR identified in intrahepatic cholestasis of pregnancy. (PMID: 17681172)
Van Mil SW . Williamson C Gastroenterology 2007 3 4 23 43 56 Reciprocal regulation of the bile acid-activated receptor FXR and the
interferon-gamma-STAT-1 pathway in macrophages. (PMID: 19393742) Renga B . Fiorucci S Biochimica et biophysica acta 2009 3 4
23 56 Substituted isoxazole analogs of farnesoid X receptor (FXR) agonist GW4064. (PMID: 19410460) Bass JY . Wise

NR3C2: Laursen SB, Finsen S, Marcussen N, Quaggin SE, Hansen PBL, Dimke H. Endothelial mineralocorticoid receptor ablation
does not alter blood pressure, kidney function or renal vessel contractility. Joles JA, ed. PLoS ONE. 2018;13(2):e0193032.
doi:10.1371/jour

NXPH1: Vallée Marcotte B, Guénard F, Cormier H, et al. Plasma Triglyceride Levels May Be Modulated by Gene Expression
of IQCJ, NXPH1, PHF17 and MYB in Humans. Ferguson L, Parslow VR, eds. International Journal of Molecular Sciences.

OPRM1: Yamano S, Viet CT, Dang D, et al. Ex vivo non-viral gene delivery of ?-opioid receptor (OPRM1) to attenuate cancer-induced
pain. Pain. 2017;158(2):240-251.

OXTR: He J, Buil JM, Koot HM, van Lier PAC. Associations between Oxytocin Receptor (OXTR) Genotype and Elementary School
Children's Likability, Dis-likability and Friendship among Classroom Peers: A Longitudinal Study. Journal of Youth and Adolescence.
2018 Polymorphisms in the oxytocin receptor gene are associated with the development of psychopathy. Dadds MR1, Moul C1,
Cauchi A1, Dobson-Stone C1, Hawes DJ2, Brennan J3, Urwin R4, Ebstein RE5. The association between oxytocin receptor gene
polymo

PDE1C: Isolation and characterization of cDNAs corresponding to two human calcium, calmodulin-regulated, 3',5'-cyclic nucleotide
phosphodiesterases. (PMID: 8557689) Loughney K . Ferguson K The Journal of biological chemistry 1996 2 3 4 56 A dominant
variant in the PDE1C gene is associated with nonsyndromic hearing loss. (PMID: 29860631) Wang L . Liu X Human genetics 2018 34
56 Personalized smoking cessation: interactions between nicotine dose, dependence and quit-success genotype score. (PMID: 20

PDE7B: Brooks MD, Jackson E, Warrington NM, et al. PDE7B Is a Novel, Prognostically Significant Mediator of Glioblastoma Growth
Whose Expression Is Regulated by Endothelial Cells. Harrison JK, ed. PLoS ONE. 2014;9(9):e107397.
doi:10.1371/journal.pone.0107397.

PDE8B: Molecular cloning and characterization of human PDE8B, a novel thyroid-specific isozyme of 3',5'-cyclic nucleotide
phosphodiesterase. (PMID: 9784418) Hayashi M . Tanaka T Biochemical and biophysical research communications 1998 2 3 4 23 58
Autosomal-dominant striatal degeneration is caused by a mutation in the phosphodiesterase 8B gene. (PMID: 20085714)
Appenzeller S . Kuhlenbaumer G American journal of human genetics 2010 3 4 23 58 Abnormalities of cCAMP signaling are present
in adrenocorti
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PGR: Kurbel S, Dmitrovi? B, Marjanovi? K, Vrbanec D, Jureti? A. Distribution of Ki-67 values within HER2 & ER/PgR expression
variants of ductal breast cancers as a potential link between IHC features and breast cancer biology. BMC Cancer. 2017;17:231.
doi:10.1

PMS2: Sugano K, Nakajima T, Sekine S, et al. Germline PMS2 mutation screened by mismatch repair protein
immunohistochemistry of colorectal cancer in Japan. Cancer Science. 2016;107(11):1677-1686. doi:10.1111/cas.13073.

PON1: Aldonza MBD, Son YS, Sung H-J, et al. Paraoxonase-1 (PON1) induces metastatic potential and apoptosis escape via its
antioxidative function in lung cancer cells. Oncotarget. 2017;8(26):42817-42835. doi:10.18632/oncotarget.17069.

PRCP: Kehoe K, Noels H, Theelen W, et al. Prolyl carboxypeptidase activity in the circulation and its correlation with body weight
and adipose tissue in lean and obese subjects. Firnsinn C, ed. PLoS ONE. 2018;13(5):e0197603. doi:10.1371/journal.pone.0197603.

PRL: comprehensive analysis of common genetic variation in prolactin (PRL) and PRL receptor (PRLR) genes in relation to plasma
prolactin levels and breast cancer risk: the multiethnic cohort. (PMID: 18053149) Lee SA . Stram DO BMC medical genetics 2007 3
23 43 56 Polymorphisms and haplotypes in the cytochrome P450 17A1, prolactin, and catechol-O-methyltransferase genes and
non-Hodgkin lymphoma risk. (PMID: 16214922) Skibola CF . Holly EA Cancer epidemiology, biomarkers & prevention : a publicati

PROC: Musia? R, Ocho?ska K, Proc A, et al. Veno-arterial extracorporeal membrane oxygenation as cardiogenic shock therapy
support in adult patients after heart surgery. Kardiochirurgia i Torakochirurgia Polska = Polish Journal of Cardio-Thoracic Surgery.
2017;1

PROS1: Caracterizacdo funcional de doze mutacdes naturais de PROS1 associadas a deficiéncia de proteina S anticoagulante.
(PMID: 18322254) Hurtado B. Sala N Haematologica 2008 3 4 23 58 A analise PROS1 em 87 pedigrees com deficiéncia hereditaria de
proteina S demonstra associa¢des gendtipo-fendtipo marcantes. (PMID: 18435454) Ten Kate MK. van der Meer | Mutacdao humana
2008 3 23 45 58 Uma grande delecdo do gene PROS1 em um paciente com trombose venosa profunda com deficiéncia de proteina
S. (PMID:

RB1: Tomar S, Sethi R, Sundar G, Quah TC, Quah BL, Lai PS. Mutation spectrum of RB1 mutations in retinoblastoma cases from
Singapore with implications for genetic management and counselling. Cai T, ed. PLoS ONE. 2017;12(6):e0178776.
doi:10.1371/journal.pone.01

RET: Perea D, Guiu J, Hudry B, et al. Ret receptor tyrosine kinase sustains proliferation and tissue maturation in intestinal
epithelia. The EMBO Journal. 2017;36(20):3029-3045. doi:10.15252/embj.201696247.

SERPINC1: Molecular basis of inherited antithrombin deficiency in Portuguese families: identification of genetic alterations and
screening for additional thrombotic risk factors. (PMID: 15164384) David D . Crespo F American journal of hematology 2004 3 4 23
58 Antithrombin Phe229Leu: a new homozygous variant leading to spontaneous antithrombin polymerization in vivo associated
with severe childhood thrombosis. (PMID: 12595305) Picard V . Aiach M Blood 2003 3 4 45 58 Antithrombin 'DREUX' (Lys 114Glu):

SERPINE1: Pavon MA, Arroyo-Solera I, Céspedes MV, Casanova [, Ledn X, Mangues R. uPA/uPAR and SERPINE1 in head and neck
cancer:role in tumor resistance, metastasis, prognosis and therapy. Oncotarget. 2016;7(35):57351-57366.
doi:10.18632/oncotarget.10344.

SGIP1: ward a catalog of human genes and proteins: sequencing and analysis of 500 novel complete protein coding human
cDNAs. (PMID: 11230166) Wiemann S . Poustka A Genome research 2001 2 3 4 56 Structural basis for the recognition of two
consecutive mutually interacting DPF motifs by the SGIP1 ? homology domain. (PMID: 26822536) Shimada A . Kohda D Scientific
reports 2016 3 4 56 Genetic variation in SH3-domain GRB2-like (endophilin)-interacting protein 1 has a major impact on fat mass.
(PMID: 2140
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SH3BP2: Mutations in the gene encoding c-Abl-binding protein SH3BP2 cause cherubism. (PMID: 11381256) Ueki Y ...
Reichenberger E Nature genetics 2001 2 3 4 21 69 A missense mutation in the SH3BP2 gene on chromosome 4p16.3 found in a
case of nonfamilial cherubism. (PMID: 14577811) Imai Y ... Yamada A The Cleft palate-craniofacial journal : official publication of the
American Cleft Palate-Craniofacial Association 2003 3 4 21 69 Novel mutation in the gene encoding c-Abl-binding protein SH3BP2
causes cherubism. (PMID: 12900899) Lo B ... Teebi AS American journal of medical genetics. Part A 2003 3 4 21 69 Investigation of
the SH3BP2 gene mutation in cherubism. (PMID: 18596838) Lee JY ... Yoon JH Acta medica Okayama 2008 3 21 69 A new mutation in
the SH3BP2 gene showing reduced penetrance in a family affected with cherubism. (PMID: 17321449) de Lange ] ... Redeker EJ Oral
surgery, oral medicine, oral pathology, oral radiology, and endodontics 2007 3 21 69 Identification and characterization of the
human homologue of SH3BP2, an SH3 binding domain protein within a common region of deletion at 4p16.3 involved in bladder
cancer. (PMID: 9299232) Bell SM ... Knowles MA Genomics 1997 2 3 4 A ¢.1244G>A (p.Arg415GIn) mutation in SH3BP2 gene causes
cherubism in a Turkish family: report of a family with review of the literature. (PMID: 24608212) Sekerci AE ... Bayrakdar IS
Medicina oral, patologia oral y cirugia bucal 2014

SHBG: Ayd?n B, Winters SJ. Sex Hormone-Binding Globulin in Children and Adolescents. Journal of Clinical Research in Pediatric
Endocrinology. 2016;8(1):1-12. doi:10.4274/jcrpe.2764.

SHMT1: Changwei Dou, Qiuran Xu, Jie Liu, Yufeng Wang, Zhenyu Zhou, Weifeng Yao, Kai Jiang, Jian Cheng, Chengwu Zhang,
Kangsheng TuJ Exp Clin Cancer Res. 2019; 38: 70. Published online 2019 Feb 12. doi: 10.1186/513046-019-1067-5PMCID:
PMC6373090Elena V. Abarinov, Anna E. Beaudin, Martha S. Field, Cheryll A. Perry, Robert H. Allen, Sally P. Stabler, Patrick J. Stover]
Nutr. 2013 Jul; 143(7): 1028-1035. Published online 2013 May 22. doi: 10.3945/jn.113.174417PMCID: PMC3681542Donald D.
Anderson, Colly

SLC25A13: Screening of SLC25A13 mutations in early and late onset patients with citrin deficiency and in the Japanese population:
Identification of two novel mutations and establishment of multiple DNA diagnosis methods for nine mutations. (PMID: 11793471)
Yamaguchi N . Saheki T Human mutation 2002 3 4 23 43 56 The gene mutated in adult-onset type II citrullinaemia encodes a

putative mitochondrial carrier protein. (PMID: 10369257) Kobayashi K . Saheki T Nature genetics 1999 2 34 23 56 Most common SL

SLC5AS: Tavares C, Coelho MJ, Eloy C, et al. NIS expression in thyroid tumors, relation with prognosis clinicopathological and
molecular features. Endocrine Connections. 2018;7(1):78-90. doi:10.1530/EC-17-0302.

SRD5A2: Fang C, Guo Z-Q, Chen X-Y, Liu T-Z, Zeng X-T, Wang X-H. Relationship between SRD5A2 rs9282858 polymorphism and the
susceptibility of prostate cancer: A meta-analysis based on 20 publications. Zhu. X, ed. Medicine. 2017;96(19):e6791.
doi:10.1097/MD.0000000

SRR: A genetic variant of the serine racemase gene is associated with schizophrenia. (PMID: 17067558) Morita Y ... Kuroda S
Biological psychiatry 2007 2 3 22 40 Characterization and localization of a human serine racemase. (PMID: 15193426) Xia M ...
Connolly TM Brain research. Molecular brain research 2004 2 3 4 22 Human serine racemase: moleular cloning, genomic
organization and functional analysis. (PMID: 11054547) De Miranda ] ... Wolosker H Gene 2000 2 3 4 22 The structure of
mammalian serine racemase: evidence for conformational changes upon inhibitor binding. (PMID: 20106978) Smith MA ... Barker |
The Journal of biological chemistry 2010 3 4 22 A genome-wide association study identifies susceptibility variants for type 2
diabetes in Han Chinese. (PMID: 20174558) Tsai FJ ... Wu JY PLoS genetics 2010

STAT1: MAPK-induced Ser727 phosphorylation promotes SUMOylation of STAT1. (PMID: 17897103) Vanhatupa S . Silvennoinen O
The Biochemical journal 2008 3 4 23 56 Novel STAT1 alleles in otherwise healthy patients with mycobacterial disease. (PMID:
16934001) Chapgier A . Casanova JL PLoS genetics 2006 3 4 23 56 Protein kinase Cdelta regulates apoptosis via activation of STAT1.
(PMID: 15322115) DeVries TA . Reyland ME The Journal of biological chemistry 2004 3 4 23 56 PIAS proteins promote SUMO-1
conjug

STAT4: McWilliams IL, Rajbhandari R, Nozell S, Benveniste E, Harrington LE. STAT4 controls GM-CSF production by both Th1 and
Th17 cells during EAE. Journal of Neuroinflammation. 2015;12:128. doi:10.1186/s12974-015-0351-3.
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STIP1: Molecular cloning and expression of a transformation-sensitive human protein containing the TPR motif and sharing
identity to the stress-inducible yeast protein STI1. (PMID: 1569099) Honoré B ... Celis JE The Journal of biological chemistry 1992 2 3
4 22 The glucocorticoid receptor heterocomplex gene STIP1 is associated with improved lung function in asthmatic subjects
treated with inhaled corticosteroids. (PMID: 19254810) Hawkins GA ... Bleecker ER The Journal of allergy and clinical immunology
2009 3 22 40 Structure of TPR domain-peptide complexes: critical elements in the assembly of the Hsp70-Hsp90 multichaperone
machine. (PMID: 10786835) Scheufler C ... Moarefi I Cell 2000 3 4 22 Tumor suppressor Tsc1 is a new Hsp90 co-chaperone that
facilitates folding of kinase and non-kinase clients. (PMID: 29127155) Woodford MR ... Mollapour M The EMBO journal 2017 34 The
FNIP co-chaperones decelerate the Hsp90 chaperone cycle and enhance drug binding. (PMID: 27353360) Woodford MR ...
Mollapour M Nature communications 2016

STOX1: Visser A, Beijer M, Oudejans CBM, van Dijk M. The effect of maternal NODAL on STOX1 expression in extravillous
trophoblasts is mediated by IGF1. Sun K, ed. PLoS ONE. 2018;13(8):e0202190. doi:10.1371/journal.pone.0202190.

SUOX: Molecular cloning of human liver sulfite oxidase. (PMID: 7599189) Garrett RM ... Rajagopalan KV Biochimica et biophysica
acta 19952342354 The 1.2 A structure of the human sulfite oxidase cytochrome b(5) domain. (PMID: 12832761) Rudolph M] ...
Kisker C Acta crystallographica. Section D, Biological crystallography 2003 3 4 23 54 A novel mutation in neonatal isolated sulphite
oxidase deficiency. (PMID: 12368985) Lee HF ... Shu SG Neuropediatrics 2002 3 4 23 54 Isolated sulfite oxidase deficiency: review of
two cases in one family. (PMID: 10519592) Edwards MC ... MacDonald IM Ophthalmology 1999 3 4 23 54 Human sulfite oxidase
R160Q: identification of the mutation in a sulfite oxidase-deficient patient and expression and characterization of the mutant
enzyme. (PMID: 9600976) Garrett RM ... Rajagopalan KV Proceedings of the National Academy of Sciences of the United States of
America 1998

SYNE1: Mutation of SYNE-1, encoding an essential component of the nuclear lamina, is responsible for autosomal recessive
arthrogryposis. (PMID: 19542096) Attali R ... Melki ] Human molecular genetics 2009 3 4 21 69 Nesprin-1 and -2 are involved in the
pathogenesis of Emery Dreifuss muscular dystrophy and are critical for nuclear envelope integrity. (PMID: 17761684) Zhang Q ...
Shanahan CM Human molecular genetics 2007 34 21 69 Homozygous SYNE1 mutation causes congenital onset of muscular
weakness with distal arthrogryposis: a genotype-phenotype correlation. (PMID: 27782104) Baumann M ... Janecke AR European
journal of human genetics : EJHG 2017 3 4 69 Structural requirements for the assembly of LINC complexes and their function in
cellular mechanical stiffness. (PMID: 18396275) Stewart-Hutchinson PJ ... Hodzic D Experimental cell research 2008 3 4 21
Mutations in SYNE1 lead to a newly discovered form of autosomal recessive cerebellar ataxia. (PMID: 17159980) Gros-Louis F ...
Rouleau GA Nature genetics 2007 Genetic association and gene expression studies suggest that genetic variants in the SYNE1 and
TNF genes are related to menstrual migraine Astrid ] Rodriguez-Acevedo,1 Robert A Smith,1 Bishakha Roy,1 Heidi Sutherland,1 Rod
A Lea,1 Alison Frith,2 E Anne MacGregor,3 and Lyn R Griffithscorresponding author




\Elnl:® Sample
erecision neattn JO
PRECISYA F Rl ladeEIly 12/09/2025

Prescriber Health insurance Sample

TCF7L2: Variant of transcription factor 7-like 2 (TCF7L2) gene confers risk of type 2 diabetes. (PMID: 16415884) Grant SF ...
Stefansson K Nature genetics 2006 3 4 21 39 69 Relationship of five type 2 diabetes candidate gene polymorphisms to the age at
diagnosis of diabetes in the Slovakian population. (PMID: 20437825) Kozarova M ... Tkac I Bratislavske lekarske listy 2010 3 21 39
Transcription factor 7-like 2-gene polymorphism is related to fasting C peptide in latent autoimmune diabetes in adults (LADA).
(PMID: 19533015) Szepietowska B ... Szelachowska M Acta diabetologica 2010 3 21 39 Interactions between TCF7L2 genotype and
growth hormone-induced changes in glucose homeostasis in small for gestational age children. (PMID: 19473183) de Kort SW ...
Hokken-Koelega AC Clinical endocrinology 2010 3 21 39 TCF7L2 rs7903146-macronutrient interaction in obese individuals'
responses to a 10-wk randomized hypoenergetic diet. (PMID: 20032493) Grau K ... Serensen TI The American journal of clinical
nutrition 2010 De novo variants in TCF7L2 are associated with a syndromic neurodevelopmental disorder. (PMID: 34003604) Dias C
... Rodan LH American journal of medical genetics. Part A 2021 3 69 Evidence of interaction between type 2 diabetes susceptibility
genes and dietary fat intake for adiposity and glucose homeostasis-related phenotypes. (PMID: 20215779) Ruchat SM ... Pérusse L
Journal of nutrigenetics and nutrigenomics 2009 3 39 A proximity-dependent biotinylation map of a human cell. (PMID: 34079125)
Go CD ... Gingras AC Nature 2021 3 Dual proteome-scale networks reveal cell-specific remodeling of the human interactome.
(PMID: 33961781) Huttlin EL ... Gygi SP Cell 2021 3 Association of Combined TCF7L2 and KCNQ1 Gene Polymorphisms with Diabetic
Micro- and Macrovascular Complications in Type 2 Diabetes Mellitus. (PMID: 33752320) Rattanatham R ... Settasatian C Diabetes &
metabolism journal 2021 Genetic susceptibility to type 2 diabetes is associated with reduced prostate cancer risk. (PMID:
20203524) Pierce BL ... Ahsan H Human heredity 2010 3 39 RIG-I regulates myeloid differentiation by promoting TRIM25-mediated
ISGylation. (PMID: 32513696) Wu SF ... Chen S Proceedings of the National Academy of Sciences of the United States of America
2020 3 Areference map of the human binary protein interactome. (PMID: 32296183) Luck K ... Calderwood MA Nature 2020 3 T Cell
Factor 4 Is Involved in Papillary Thyroid Carcinoma via Regulating Long Non-Coding RNA HCP5. (PMID: 33371788) Wang R ... Li G
Technology in cancer research & treatment 2020 3 Molecular Characterization of the Oncogene BTF3 and Its Targets in Colorectal
Cancer. (PMID: 33644029) Wang H ... Li X Frontiers in cell and developmental biology 2020

TCN2: Li P, Huang L, Zheng Y, et al. A missense mutation in TCN2 is associated with decreased risk for congenital heart defects and
may increase cellular uptake of vitamin B12 via Megalin. Oncotarget. 2017;8(33):55216-55229. doi:10.18632/oncotarget.19377.

TG: Brian C. Netzel, Stefan K. G. Grebe, B. Gisella Carranza Leon, M. Regina Castro, Penelope M. Clark, Andrew N. Hoofnagle, Carole
A. Spencer, Adina F. Turcu, Alicia Algeciras-Schimnich) Clin Endocrinol Metab. 2015 Aug; 100(8): E1074-E1083. Published online 2015
Jun 16. doi: 10.1210/jc.2015-1967PMCID: PMC4524993 Mijin Kim, Min Ji Jeon, Won Gu Kim, Jong Jin Lee, Jin-Sook Ryu, Eun-jung Cho,
Dae-Hyun Ko, Woochang Lee, Sail Chun, Won-Ki Min, Tae Yong Kim, Young Kee Shong, Won Bae Kim Endocrinol Me

THADA: Moraru A, Cakan-Akdogan G, Strassburger K, et al. THADA Regulates the Organismal Balance between Energy Storage
and Heat Production. Developmental Cell. 2017;41(1):72-81.e6. doi:10.1016/j.devcel.2017.03.016.

TIPARP: Ahmed S, Bott D, Gomez A, et al. Loss of the Mono-ADP-ribosyltransferase, Tiparp, Increases Sensitivity to Dioxin-induced
Steatohepatitis and Lethality. The Journal of Biological Chemistry. 2015;290(27):16824-16840. doi:10.1074/jbc.M115.660100.

TLR4: Iotzova-Weiss G, Freiberger SN, Johansen P, et al. TLR4 as a negative regulator of keratinocyte proliferation. Brandner JM,
ed. PLoS ONE. 2017;12(10):e0185668. doi:10.1371/journal.pone.0185668.

TLR7: A frequent functional toll-like receptor 7 polymorphism is associated with accelerated HIV-1 disease progression. (PMID:
19114863) Oh DY . Schumann RR AIDS (London, England) 2009 3 23 43 56 Toll-like receptor polymorphisms and age-related
macular degeneration. (PMID: 18385087) Edwards AO . Tosakulwong N Investigative ophthalmology & visual science 2008 3 23 43
56 Association of TLR7 single nucleotide polymorphisms with chronic HCV-infection and response to interferon-a-based therapy.
(PMID:

TNF: Association of tumor necrosis factor polymorphisms with asthma and serum total IgE. (PMID: 14681301) Shin HD ... Park CS
Human molecular genetics 2004 3 21 39 69 Cytokine gene polymorphisms: association with psoriatic arthritis susceptibility and
severity. (PMID: 12746914) Balding ] ... FitzGerald O Arthritis and rheumatism 2003 3 4 39 69 A polymorphism that affects OCT-1
binding to the TNF promoter region is associated with severe malaria. (PMID: 10369255) Knight JC ... Kwiatkowski D Nature
genetics 1999 3 4 39 69 Interleukin (IL)-1beta, IL-1 receptor antagonist, IL-6, IL-8, IL-10, and tumor necrosis factor alpha gene
polymorphisms in patients with febrile seizures. (PMID: 20486195) Chou IC ... Tsai FJ Journal of clinical laboratory analysis 2010 3 21
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39 Genetic susceptibility to different clinical forms of tuberculosis in the Peruvian population. (PMID: 20188863) Taype CA ... Shaw
MA Infection, genetics and evolution : journal of molecular epidemiology and evolutionary genetics in infectious diseases 2010 3
21 39 Genetic variation in chromosomal translocation breakpoint and immune function genes and risk of non-Hodgkin
lymphoma. (PMID: 20087644) Fernberg P ... Ekstrom Smedby K Cancer causes & control : CCC 2010 3 21 39 Association between
polymorphisms in human tumor necrosis factor-alpha (--308) and -beta (252) genes and development of gestational diabetes
mellitus. (PMID: 20189261) Montazeri S ... Radhakrishnan AK Diabetes research and clinical practice 2010 3 21 39 Tumor necrosis
factor alpha (-308), interleukin-6 (-174) and interleukin-10 (-1082) gene polymorphisms in polycystic ovary syndrome. (PMID:
20189706) Vural P ... Akgul C European journal of obstetrics, gynecology, and reproductive biology 2010 3 21 39 Genetic
association of Toll-like-receptor 4 and tumor necrosis factor-alpha polymorphisms with Plasmodium falciparum blood infection
levels. (PMID: 20307689) Basu M ... Sengupta S Infection, genetics and evolution : journal of molecular epidemiology and
evolutionary genetics in infectious diseases 2010 3 21 39 The tumor necrosis factor polymorphism TNF (-308) is associated with
susceptibility to meningococcal sepsis, but not with lethality. (PMID: 19242354) Read RC ... Wilson AG Critical care medicine 2009 3
21 39 The relation of adiponectin and tumor necrosis factor alpha levels between endothelial nitric oxide synthase, angiotensin-
converting enzyme, transforming growth factor beta, and tumor necrosis factor alpha gene polymorphism in adrenal
incidentalomas. (PMID: 19498318) Harman E ... Yilmaz C Journal of endocrinological investigation 2009 3 21 39 Association of IL10
and other immune response- and obesity-related genes with prostate cancer in CLUE II. (PMID: 19267370) Wang MH ... Platz EA
The Prostate 2009 3 21 39 Analysis of inflammation- and atherosclerosis-related gene polymorphisms in branch retinal vein
occlusion. (PMID: 19347053) Steinbrugger I... Weger M Molecular vision 2009 3 21 39 Single nucleotide polymorphisms in TNF-
alpha, TNFR2 gene and TNF-alpha production in Asian Indians. (PMID: 19811435) Gupta R ... Das SN Immunological investigations
2009 3 21 39 Genetic variants in immunoregulatory genes and risk for childhood lymphomas. (PMID: 19508433) Andrie E ...
Petridou ET European journal of haematology 2009 3 21 39 Cytokine gene polymorphisms in Behcet's disease and their
association with clinical and laboratory findings. (PMID: 19796538) Dilek K ... Oral HB Clinical and experimental rheumatology 2009
3 21 39 Effect of desensitization in solid organ transplant recipients depends on some cytokines genes polymorphism. (PMID:
19332120) Lobashevsky AL ... Turrentine MW Transplant immunology 2009 3 21 39 Interleukin-1 receptor antagonist and tumour
necrosis factor-alpha gene polymorphisms in Turkish patients with allergic contact dermatitis. (PMID: 19706048) Ertam I ...
Ozkinay F Contact dermatitis 2009 3 21 39 TNFA and IL10 gene polymorphisms are not associated with periodontitis in Brazilians.
(PMID: 19771178) Moreira PR ... Dutra WO The open dentistry journal 2009 3 21 39 [Effect of TNF-alpha gene polymorphism on
outcome of thalidomide-based regimens for multiple myeloma]. (PMID: 19954656) DU | ... Hou ) Zhonghua xue ye xue za zhi =
Zhonghua xueyexue zazhi 2009 3 21 39 Long-range linkage on chromosome 6p of VEGF, FKBP5, HLA and TNF alleles associated
with transplant rejection. (PMID: 19233472) Chen Y ... Hutchinson IV Molecular immunology 2009 3 21 39 Association of
polymorphisms in Tumor Necrosis Factor Alpha and Beta genes with increased risk for oral cancer. (PMID: 19528505) Yapijakis C ...
Vairaktaris E Anticancer research 2009 3 21 39 Association between inflammatory gene polymorphisms and coronary artery
disease in an Indian population. (PMID: 18157711) Banerjee I ... Ganesh S Journal of thrombosis and thrombolysis 2009 3 21 39
Association of gastric disease with polymorphisms in the inflammatory-related genes IL-1B, IL-1RN, IL-10, TNF and TLR4. (PMID:
19295440) Murphy G ... O'Sullivan M European journal of gastroenterology & hepatology 2009 3 21 39 The role of tumor necrosis
factor (TNF)-alpha and TNF receptor polymorphisms in susceptibility to ankylosing spondylitis. (PMID: 19772798) Chatzikyriakidou
A ... Drosos AA Clinical and experimental rheumatology 2009 3 21 39 Variation in inflammation-related genes and risk of incident
nonfatal myocardial infarction or ischemic stroke. (PMID: 17981284) Bis JC ... Psaty BM Atherosclerosis 2008 3 21 39 Association of
cystic fibrosis transmembrane conductance regulator (CFTR) mutation/variant/haplotype and tumor necrosis factor (TNF)
promoter polymorphism in hyperlipidemic pancreatitis. (PMID: 17981921) Chang YT ... Wong JM Clinical chemistry 2008 3 21 39
Polymorphisms of the TNF, CD14, and HSPA1B genes in patients with acute alcohol-induced pancreatitis. (PMID: 18580445)
Tukiainen E ... Repo H Pancreas 2008 3 21 39 TNF-alpha gene promoter polymorphism at nucleotide -308 and the inflammatory
response and oxidative stress induced by cardiac surgery: role of heart failure and medical treatment. (PMID: 18450464) Galifianes
M ... Hadjinikolaou L European journal of cardio-thoracic surgery : official journal of the European Association for Cardio-thoracic
Surgery 2008 3 21 39 New approach reveals CD28 and IFNG gene interaction in the susceptibility to cervical cancer. (PMID:
18337305) Guzman VB ... Morgun A Human molecular genetics 2008 3 21 39 Impact of genetic polymorphisms of leptin and TNF-
alpha on rosiglitazone response in Chinese patients with type 2 diabetes. (PMID: 18438653) Liu HL ... Liu ZQ European journal of
clinical pharmacology 2008 3 21 39 Association between the level of circulating bioactive tumor necrosis factor alpha and the
tumor necrosis factor alpha gene polymorphism at -308 in patients with rheumatoid arthritis treated with a tumor necrosis factor
alpha inhibitor. (PMID: 18438841) Marotte H ... Miossec P Arthritis and rheumatism 2008 3 21 39 TNF, IFNG, IL6, IL10 and TGFB1
gene polymorphisms in South and Southeast Brazil. (PMID: 18680515) Visentainer JE ... de Souza CA International journal of
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immunogenetics 2008 3 21 39 Cytokine Genes TNF, IL1A, IL1B, IL6, IL1RN and IL10, and childhood-onset mood disorders. (PMID:
18832862) Misener VL ... International Consortium for Childhood-Onset Mood Disorders Neuropsychobiology 2008 3 21 39
[Association of immune system gene polymorphisms with quantitative features which are pathogenetically important in chronic
viral hepatitis]. (PMID: 18610832) Goncharova IA ... pyzurev VP Molekuliarnaia biologiia 2008 3 21 39 IL10 polymorphisms are
associated with airflow obstruction in severe alpha1-antitrypsin deficiency. (PMID: 17690329) Demeo DL ... Silverman EK American
journal of respiratory cell and molecular biology 2008 3 21 39 Polymorphisms in cytokine genes and their association with acute
rejection and recurrence of hepatitis B in Chinese liver transplant recipients. (PMID: 18375254) Xie HY ... Zheng SS Archives of
medical research 2008 3 21 39 Tumor necrosis factor-alpha and interleukin-10 gene promoter polymorphisms in Turkish
rheumatoid arthritis patients. (PMID: 18427872) Ates O ... Topal-Sarikaya A Clinical rheumatology 2008 3 21 39 Interleukin-10 (IL10)
and tumor necrosis factor alpha (TNF) gene polymorphisms in Parkinson's disease patients. (PMID: 18362084) Bialecka M ...
Drozdzik M Parkinsonism & related disorders 2008 3 21 39 Interleukin-10 and tumor necrosis factor-alpha gene polymorphisms in
tuberculosis. (PMID: 18071881) Ates O ... Topal-Sarikaya A Journal of clinical immunology 2008 3 21 39 A single tumour necrosis
factor haplotype influences the response to adalimumab in rheumatoid arthritis. (PMID: 17673491) Miceli-Richard C ... Mariette X
Annals of the rheumatic diseases 2008 3 21 39 Genetic polymorphisms of RANTES, IL1-A, MCP-1 and TNF-A genes in patients with
prostate cancer. (PMID: 19099590) Saenz-Lépez P ... Ruiz-Cabello F BMC cancer 2008 3 21 39 [Association between susceptibility of
endometriosis and the gene polymorphism of tumor necrosis factor]. (PMID: 18754435) Lu DH ... Deng L Zhonghua yi xue za zhi
2008 3 21 39 Inflammatory system gene polymorphism and the risk of stroke: a case-control study in an Indian population. (PMID:
18158110) Banerjee I ... Ganesh S Brain research bulletin 2008 3 21 39 Influence of functional interleukin 10/tumor necrosis factor-
alpha polymorphisms on interferon-alpha, IL-10, and regulatory T cell population in patients with systemic lupus erythematosus
receiving antimalarial treatment. (PMID: 18597405) Lépez P ... Suarez A The Journal of rheumatology 2008 3 21 39 Association
between LTA, TNF and AGER polymorphisms and late diabetic complications. (PMID: 18575614) Lindholm E ... Agardh CD PloS one
2008 3 21 39 Polymorphisms of tumor-necrosis factor-alpha - 308 and lymphotoxin-alpha + 250: possible modulation of
susceptibility to apoptosis in chronic lymphocytic leukemia and non-Hodgkin lymphoma mononuclear cells. (PMID: 19021060)
Jevtovic-Stoimenov T ... Pavlovi¢ S Leukemia & lymphoma 2008 3 21 39 Genetic polymorphisms of adiponectin and tumor necrosis
factor-alpha and nonalcoholic fatty liver disease in Chinese people. (PMID: 18565022) Wong VW ... Chan HL Journal of
gastroenterology and hepatology 2008 3 21 39 Cytokine gene polymorphisms in heavy drinkers with and without decompensated
liver disease: a case-control study. (PMID: 19086955) Gleeson D ... Duff GW The American journal of gastroenterology 2008 3 21 39
Combined effect of tumour necrosis factor-alpha and interleukin-13 polymorphisms on bronchial hyperresponsiveness in Korean
children with asthma. (PMID: 18341619) Kim HB ... Hong S Clinical and experimental allergy : journal of the British Society for
Allergy and Clinical Immunology 2008 3 21 39 Influence of cytokine gene polymorphisms on IgA nephropathy. (PMID: 18300111)
Bantis C ... Ivens K Renal failure 2008 3 21 39 Cytokine gene polymorphism in kidney transplantation--impact of TGF-beta 1, TNF-
alpha and IL-6 on graft outcome. (PMID: 18158121) Nikolova PN ... Naumova EJ Transplant immunology 2008 3 21 39 Epistatic
interactions are critical to gene-association studies: PAI-1 and risk for mortality after burn injury. (PMID: 18182917) Barber RC ...
Horton JW Journal of burn care & research : official publication of the American Burn Association 2008 3 21 39 TNF and sTNFR1/2
plasma levels in ALS patients. (PMID: 18083240) Cereda C ... Ceroni M Journal of neuroimmunology 2008 3 21 39 Associations
between tumor necrosis factor-alpha and lymphotoxin-alpha polymorphisms and idiopathic recurrent miscarriage. (PMID:
18299433) Zammiti W ... Mahjoub T Reproduction (Cambridge, England) 2008 3 21 39 Polymorphisms of tumor necrosis factor-
alpha, interleukin-10, cytochrome P450 3A5 and ABCB1 in Chinese liver transplant patients treated with immunosuppressant
tacrolimus. (PMID: 17568575) Li D ... Zhang GL Clinica chimica acta; international journal of clinical chemistry 2007 3 21 39
Frequency distribution of cytokine gene polymorphisms in the healthy North Indian population. (PMID: 17257312) Kaur G ... Mehra
NK Tissue antigens 2007 3 21 39 Effect of the 252A>G polymorphism of the lymphotoxin-alpha gene on inflammatory markers of
response to cigarette smoking in Korean healthy men. (PMID: 17113059) Jang Y ... Lee JH Clinica chimica acta; international journal
of clinical chemistry 2007 3 21 39 Genetic polymorphisms in immunoresponse genes TNFA, IL6, IL10, and TLR4 are associated with
recurrent acute otitis media. (PMID: 17908769) Emonts M ... Sanders EA Pediatrics 2007 3 21 39 Association between human
African trypanosomiasis and the IL6 gene in a Congolese population. (PMID: 16720107) Courtin D ... Garcia A Infection, genetics
and evolution : journal of molecular epidemiology and evolutionary genetics in infectious diseases 2007 3 21 39 TNF polymorphism
and bronchoalveolar lavage cell TNF-alpha levels in chronic beryllium disease and beryllium sensitization. (PMID: 17208287) Sato H
... Maier LA The Journal of allergy and clinical immunology 2007 3 21 39 IL-10 and IL-6 gene polymorphisms as potential host
susceptibility factors in Brucellosis. (PMID: 17544674) Budak F ... Oral HB Cytokine 2007 3 21 39 Cytokine gene polymorphisms in
Colombian patients with systemic lupus erythematosus. (PMID: 17711410) Guarnizo-Zuccardi P ... Vasquez G Tissue antigens 2007
321 39 Tumour necrosis factor alpha promoter polymorphisms and etanercept therapy in juvenile idiopathic arthritis. (PMID:
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16951943) Schmeling H ... Horneff G Rheumatology international 2007 Dual proteome-scale networks reveal cell-specific
remodeling of the human interactome. (PMID: 33961781) Huttlin EL ... Gygi SP Cell 2021 3 MIND bomb 2 prevents RIPK1 kinase
activity-dependent and -independent apoptosis through ubiquitylation of cFLIPL. (PMID: 33469115) Nakabayashi O ... Nakano H
Communications biology 2021 3 An NF-kB-responsive long noncoding RNA, PINT, regulates TNF-a gene transcription by scaffolding
p65 and EZH2. (PMID: 34405442) Ye M ... Zhou R FASEB journal : official publication of the Federation of American Societies for
Experimental Biology 2021 3 Polymorphisms of the TNF, LTA, and TNFRSF1B genes are associated with onsets of menarche and
menopause in US women of European ancestry. (PMID: 34595982) Dvornyk V ... Deng HW Annals of human biology 2021 3 Meta-
analysis for association of TNFA-308(G > A) SNP with vitiligo susceptibility. (PMID: 34673212) Giri PS ... Dwivedi M Gene 2022

TNRC6B: Liu B, Wang T, Jiang J, et al. Association of BET1L and TNRC6B with uterine leiomyoma risk and its relevant clinical features
in Han Chinese population. Scientific Reports. 2018;8:7401. doi:10.1038/s41598-018-25792-z.

TP53: Pathway-based approaches to imaging genetics association studies: Wnt signaling, GSK3beta substrates and major
depression. (PMID: 20219685) Inkster B ... Matthews PM NeuroImage 2010 3 39 Effect of MDM2 SNP309 and p53 codon 72
polymorphisms on lung cancer risk and survival among non-smoking Chinese women in Singapore. (PMID: 20219101) Chua HW ...
Seow A BMC cancer 2010 3 39 Critical role for Ser20 of human p53 in the negative regulation of p53 by Mdm2. (PMID: 10202144)
Unger T ... Haupt Y The EMBO journal 1999 3 21 Multilevel proteomics reveals host perturbations by SARS-CoV-2 and SARS-CoV.
(PMID: 33845483) Stukalov A ... Pichlmair A Nature 2021 3 Metformin induces apoptosis and inhibits migration by activating the
AMPK/p53 axis and suppressing PI3K/AKT signaling in human cervical cancer cells. (PMID: 33236135) Chen YH ... Hsiao YH Mo The
RNF20/40 complex regulates p53-dependent gene transcription and mRNA splicing. (PMID: 31152661) Wu C ... Yu X Journal of
molecular cell biology 2020 3 Human colorectal cancer derived-MSCs promote tumor cells escape from senescence via P53/P21
pathway. (PMID: 31218648) Li G ... Feng Y Clinical & translational oncology : official publication of the Federation of Spanish
Oncology Societies and of the National Cancer Institute of Mexico 2020 3 Tumor-derived CK1a mutations enhance MDMX
inhibition of p53. (PMID: 31462704) Liu X ... Chen ] Oncogene 2020 TP53 mutations predict disease control in metastatic colorectal
cancer treated with cetuximab-based chemotherapy. (PMID: 19367287) Oden-Gangloff A ... Frebourg T British journal of cancer
2009 3 21 39 70 Germline TP53 mutations in BRCA1 and BRCA2 mutation-negative French Canadian breast cancer families. (PMID:
17541742) Arcand SL ... Tonin PN Breast cancer research and treatment 2008 3 21 39 70 BRCA1, BRCA2 and TP53 mutations in very
early-onset breast cancer with associated risks to relatives. (PMID: 16644204) Lalloo F ... Evans DG European journal of cancer
(Oxford, England : 1990) 2006 3 21 39 70 TP53, BRCA1, and BRCA2 tumor suppressor genes are not commonly mutated in survivors
of Hodgkin's disease with second primary neoplasms. (PMID: 14673037) Nichols KE ... Diller L Journal of clinical oncology : official
journal of the American Society of Clinical Oncology 2003 3 21 39 70 Hereditary TP53 codon 292 and somatic P16INK4A codon 94
mutations in a Li-Fraumeni syndrome family. (PMID: 10484981) Guran S ... Imirzalioglu N Cancer genetics and cytogenetics 1999

TSHR: Morshed SA, Ma R, Latif R, Davies TF. Biased signaling by thyroid-stimulating hormone receptor-specific antibodies
determines thyrocyte survival in autoimmunity. Science signaling. 2018;11(514):eaah4120. doi:10.1126/scisignal.aah4120.

VDR: Vitamin D receptor (VDR) gene polymorphisms and haplotypes, interactions with plasma 25-hydroxyvitamin D and 1,25-
dihydroxyvitamin D, and prostate cancer risk. (PMID: 17440943) Mikhak B ... Giovannucci E The Prostate 2007 3 21 24 39 Hereditary
vitamin D resistant rickets caused by a novel mutation in the vitamin D receptor that results in decreased affinity for hormone and
cellular hyporesponsiveness. (PMID: 9005998) Malloy PJ ... Feldman D The Journal of clinical investigation 1997 34 21 69 A novel
mutation in the deoxyribonucleic acid-binding domain of the vitamin D receptor causes hereditary 1,25-dihydroxyvitamin D-
resistant rickets. (PMID: 8675579) Lin NU ... Feldman D The Journal of clinical endocrinology and metabolism 1996 3 4 21 69 Two
mutations in the hormone binding domain of the vitamin D receptor cause tissue resistance to 1,25 dihydroxyvitamin D3. (PMID:
8392085) Kristjansson K ... Hughes MR The Journal of clinical investigation 1993 3 4 21 69 A unique point mutation in the human
vitamin D receptor chromosomal gene confers hereditary resistance to 1,25-dihydroxyvitamin D3. (PMID: 2177843) Sone T ... Pike
JW Molecular endocrinology (Baltimore, Md.) 1990 3 4 21 69 Detection of VDR gene Apal and Taqgl polymorphisms in patients with
type 2 diabetes mellitus using PCR-RFLP method in a Turkish population. (PMID: 19186074) Dilmec F ... van Kuilenburg AB Journal of
diabetes and its complications 2010 3 21 39 Rubella vaccine-induced cellular immunity: evidence of associations with
polymorphisms in the Toll-like, vitamin A and D receptors, and innate immune response genes. (PMID: 19902255) Ovsyannikova IG
... Poland GA Human genetics 2010 3 21 39 Pharmacogenetic risk factors for altered bone mineral density and body composition
in pediatric acute lymphoblastic leukemia. (PMID: 20015871) te Winkel ML ... van den Heuvel-Eibrink MM Haematologica 2010 3 21
39 Calcium, vitamin D, VDR genotypes, and epigenetic and genetic changes in rectal tumors. (PMID: 20432164) Slattery ML ...
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Samowitz W Nutrition and cancer 2010 3 21 39 Genetic variation in the vitamin D receptor (VDR) and the vitamin D-binding protein
(GC) and risk for colorectal cancer: results from the Colon Cancer Family Registry. (PMID: 20086113) Poynter JN ... Haile RW Cancer
epidemiology, biomarkers & prevention : a publication of the American Association for Cancer Research, cosponsored by the
American Society of Preventive Oncology 2010 3 21 39 Vitamin d pathway genes, diet, and risk of renal cell carcinoma. (PMID:
20049159) Karami S ... Moore LE International journal of endocrinology 2010 3 21 39 Maternal serum 25-hydroxyvitamin D
concentrations are associated with small-for-gestational age births in white women. (PMID: 20200114) Bodnar LM ... Simhan HN
The Journal of nutrition 2010 3 21 39 Vitamin D receptor gene polymorphisms and distinct clinical phenotypes of hepatitis B
carriers in Taiwan. (PMID: 19693091) Huang YW ... Kao JH Genes and immunity 2010 3 21 39 Vitamin D receptor genetic
polymorphisms and tuberculosis: updated systematic review and meta-analysis. (PMID: 20003690) Gao L ... Jin Q The international
journal of tuberculosis and lung disease : the official journal of the International Union against Tuberculosis and Lung Disease
2010 3 21 39 Influence of vitamin D receptor haplotypes on blood lead concentrations in environmentally exposed children of
Uygur and Han populations. (PMID: 20100036) Chen Y ... Tian W Biomarkers : biochemical indicators of exposure, response, and
susceptibility to chemicals 2010 3 21 39 A rare haplotype of the vitamin D receptor gene is protective against diabetic
nephropathy. (PMID: 19783860) Martin RJ ... Warren 3/UK GoKinD Study Group Nephrology, dialysis, transplantation : official
publication of the European Dialysis and Transplant Association - European Renal Association 2010 3 21 39 Polymorphisms in
vitamin D metabolism related genes and risk of multiple sclerosis. (PMID: 20007432) Simon KC ... Ascherio A Multiple sclerosis
(Houndmills, Basingstoke, England) 2010 3 21 39 Maternal 25-hydroxyvitamin D concentration and offspring birth size: effect
modification by infant VDR genotype. (PMID: 19018272) Morley R ... Ponsonby AL European journal of clinical nutrition 2009 3 21 39
Staphylococcus aureus nasal carriage might be associated with vitamin D receptor polymorphisms in type 1 diabetes. (PMID:
19411183) Panierakis C ... Galanakis E International journal of infectious diseases : [JID : official publication of the International
Society for Infectious Diseases 2009 3 21 39 Genetic and environmental factors in human osteoporosis from Sub-Saharan to
Mediterranean areas. (PMID: 19255718) Musumeci M ... Musumeci S Journal of bone and mineral metabolism 2009 3 21 39 Plasma
1,25 dihydroxy vitamin D3 level and expression of vitamin d receptor and cathelicidin in pulmonary tuberculosis. (PMID: 19219539)
Selvaraj P ... Alagarasu K Journal of clinical immunology 2009 3 21 39 Vitamin D binding protein genotype and osteoporosis. (PMID:
19488670) Fang Y ... Uitterlinden AG Calcified tissue international 2009 3 21 39 Analysis of SNPs and haplotypes in vitamin D
pathway genes and renal cancer risk. (PMID: 19753122) Karami S ... Moore LE PloS one 2009 3 21 39 Association of a single
nucleotide polymorphism in the constitutive androstane receptor gene with bone mineral density. (PMID: 19702932) Urano T ...
Inoue S Geriatrics & gerontology international 2009 3 21 39 Association of oestrogen receptor gene polymorphism with the long-
term results of rotational acetabular osteotomy. (PMID: 19219433) Yamanaka M ... Kurosawa H International orthopaedics 2009 3
21 39 Associations of vitamin D receptor, calcium-sensing receptor and parathyroid hormone gene polymorphisms with calcium
homeostasis and peripheral bone density in adult Finns. (PMID: 19690432) Laaksonen MM ... Lamberg-Allardt CJ Journal of
nutrigenetics and nutrigenomics 2009 3 21 39 Vitamin D pathway gene variants and prostate cancer risk. (PMID: 19454612) Holt SK
... Stanford JL Cancer epidemiology, biomarkers & prevention : a publication of the American Association for Cancer Research,
cosponsored by the American Society of Preventive Oncology 2009 3 21 39 Vitamin D receptor Taql, BsmI and Apal polymorphisms
and osteoarthritis susceptibility: a meta-analysis. (PMID: 19073371) Lee YH ... Song GG Joint bone spine 2009 3 21 39 Association
between vitamin D receptor gene polymorphisms and severe chronic periodontitis in a Chinese population. (PMID: 19335080)
Wang C ... Zhang J Journal of periodontology 2009 3 21 39 Vitamin D receptor polymorphisms and breast cancer risk: results from
the National Cancer Institute Breast and Prostate Cancer Cohort Consortium. (PMID: 19124512) McKay JD ... Thun MJ Cancer
epidemiology, biomarkers & prevention : a publication of the American Association for Cancer Research, cosponsored by the
American Society of Preventive Oncology 2009 3 21 39 Polymorphisms of the vitamin D receptor gene and stress fractures. (PMID:
19391078) Chatzipapas C ... Stratakis CA Hormone and metabolic research = Hormon- und Stoffwechselforschung = Hormones et
metabolisme 2009 3 21 39 Vitamin D receptor polymorphisms are associated with increased susceptibility to primary biliary
cirrhosis in Japanese and Italian populations. (PMID: 19376604) Tanaka A ... Takikawa H Journal of hepatology 2009 3 21 39 5'
regulatory and 3' untranslated region polymorphisms of vitamin D receptor gene in south Indian HIV and HIV-TB patients. (PMID:
18712587) Alagarasu K ... Narayanan PR Journal of clinical immunology 2009 3 21 39 The bone mass density in postmenopausal
women using hormonal replacement therapy in relation to polymorphism in vitamin D receptor and estrogen receptor genes.
(PMID: 19903038) Brodowska A ... Nawrocka-Rutkowska ] Gynecological endocrinology : the official journal of the International
Society of Gynecological Endocrinology 2009 3 21 39 Vitamin D receptor and calcium sensing receptor polymorphisms and the risk
of colorectal cancer in European populations. (PMID: 19706842) Jenab M ... Riboli E Cancer epidemiology, biomarkers & prevention
: @ publication of the American Association for Cancer Research, cosponsored by the American Society of Preventive Oncology
2009 3 21 39 Genetic determinants of extracellular magnesium concentration: analysis of multiple candidate genes, and evidence
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for association with the estrogen receptor alpha (ESR1) locus. (PMID: 19695239) Shuen AY ... Cole DE Clinica chimica acta;
international journal of clinical chemistry 2009 3 21 39 Association between VDR and ESR1 gene polymorphisms with bone and
obesity phenotypes in Chinese male nuclear families. (PMID: 19960008) Gu JM ... Zhang ZL Acta pharmacologica Sinica 2009

VEZT: Vezatin, a novel transmembrane protein, bridges myosin VIIA to the cadherin-catenins complex. (PMID: 11080149) Kussel-
Andermann P . Petit C The EMBO journal 2000 2 3 4 23 58 Down-regulation of VEZT gene expression in human gastric cancer
involves promoter methylation and miR-43c. (PMID: 21156161) Guo X. Li C Biochemical and biophysical research communications
2011 2 3 58 Vezatin, a protein associated to adherens junctions, is required for mouse blastocyst morphogenesis. (PMID:
16199027) Hy

WNT4: Differential expression of human Wnt genes 2, 3, 4, and 7B in human breast cell lines and normal and disease states of
human breast tissue. (PMID: 8168088) Huguet EL . Harris AL Cancer research 1994 2 3 4 23 58 WNT4 deficiency--a clinical
phenotype distinct from the classic Mayer-Rokitansky-Kuster-Hauser syndrome: a case report. (PMID: 16959810) Biason-Lauber A..
Schoenle E] Human reproduction (Oxford, England) 2007 3 4 23 58 A WNT4 mutation associated with Mullerian-duct regression
and vir

XRCC2: Park J-Y, Virts EL, Jankowska A, et al. COMPLEMENTATION OF HYPERSENSITIVITY TO DNA INTERSTRAND CROSSLINKING
AGENTS DEMONSTRATES THAT XRCC2 IS A FANCONI ANEMIA GENE. Journal of medical genetics. 2016;53(10):672-680.
doi:10.1136/jmedgenet-2016-103847.




