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 .به نام خدایی که پیشزفت را نعمتی پایان ناپذیز قز ار داد 

اػت ، جبیگبّی ٍالا ٍ ثؼیبس ؿبهخ داسد ثِ  ثؼیبس چـوگیشػلَم پضؿکی ًَیي دس ػشتبػش دًیبیی کِ ػشػت پیـشفتؾ 

 .عَسیکِ ّش پضؿک یب هحمك اگش هغبلؼبت سٍصاًِ ًذاؿتِ ثبؿذ ، ؿبیذ دیگش لبدس ثِ حضَس دس جوغ پضؿکبى ثشتش ًجبؿذ

دس  ًَیي یکی اص ایي هَضَػبتی کِ دس ػبلیبى اخیش پیـشفت ؿگشف ٍ خبسق الؼبدُ ای داؿتِ اػت ، سٍؿْبی تـخیلی

ایي ًَع تـخیلْب ثب دلت فَق .هَلکَلی ٍ طًتیک اػت کبسّبیکِ هذیَى تحیمبت گؼتشدُ دس صهیٌِ  پضؿکی اػت

الؼبدُ ٍ كحتی اػتخٌبیی ثِ ػشػت جبیگضیي سٍؿْبی گزؿتِ تـخیلی هیـًَذ، ػلاٍُ ثش دلت ٍ كحت ایي ًَع سٍؿْب 

ل دس سٍؿْبی لجلی تـخیلْبی ػشعبى ٍ ثشای هخب.، هؼئلِ هْن دیگش لبثلیت ایي ًَع تؼتْب دس تـخیلْبی صٍدسع اػت 

ػلَل ثذخین ٍ یب هحلَلات آى ثشای تـخیق لاصم اػت دس كَستیکِ ثب  0111حضَس تَهَسهبسکشّب ، حضَس حذالل 

ی هشثَط ثِ ایي تَهَسهبسکش سا دس تَصیغ ػلَلی  mRNAاػتفبدُ اص سٍؿْبی هَلکَلی ًَیي ٍ پیـشفتِ، هب لبدس ّؼتین 

 .ٍ پیگیشی پغ اص دسهبى اًجبم دّین ػلَل ؿٌبػبیی 01حذٍد 

ثش آى ؿذ تب هْوتشیي ٍ دس ػیي حبل حیبتی تشیي  پبسػِثب تَجِ ثِ اّویت اجتٌبة ًبپزیش ایي ًَع تـخیلْب آصهبیـگبُ 

ٍ ثب اػتفبدُ اص هَاد  دًیب تـخیلْبی هَلکَلی سا دس پبًلْبی جذاگبًِ تـخیلی ّوضهبى ٍ ّوگبم ثب داًـگبّبی هؼتجش

اهیذ اػت ثب ساٌّوبیی ّبی ؿوب . ٍ پشػٌل هجشة ساُ اًذاصی کشدُ ٍ ثِ حضَس ؿوب اػبتیذ گشاهی هؼشفی کٌذ،تجْیضات 

حضَس .ػشٍساى گشاهی ایشادات ایي ثخؾ سفغ گـتِ ٍ ثب ّذایتْبی ؿوب هؼیشّبی تـخیلی دیگشی ًیض ساُ اًذاصی ؿَد

 .بسد اص کـَس فشػتبدُ ؿًَذخلاصم ًخَاّذ ثَد ثِ ایي ثخؾ دس هٌغمِ، ایي هضیت سا خَاّذ داؿت کِ ثیوبساى ، دیگش 

ّش پبًل ؿبهل چٌذیي هؼیش ،حضَس ؿوب تمذین هیـَد جذاگبًِ لیؼت آصهبیـبت ساُ اًذاصی ؿذُ دس پبًلْبی تـخیلی

تـخیلی اػت ٍ دس كَستیکِ ًَع دسخَاػت ؿوب اػبتیذ گشاهی ثش اػبع ایي هؼیشّب ثبؿذ، ثؼیبس کوک کٌٌذُ خَاّذ 

 . ثَد

ؼشفی تؼتْب ٍ پبًلْب ػؼی ؿذُ اػت ثِ کلیبت اؿبسُ ؿَد ٍ اص جضئی گَیی پشّیض گشدد ، ثب ایي ٍجَد ایي ثخؾ دس ه

دلگشهیْبی ؿوب . آهبدگی ایي سا داسد کِ ثِ ّش گًَِ ػَال احتوبلی ؿوب اػبتیذ گشاهی دس ایي صهیٌِ پبػخ دّذ

 .ثضسگَاساى هـَق ساُ پش خغیش ایي ثخؾ خَاّذ ثَد

 
  ػشعبى پؼتبى9  پانل تشخیصیعنوان کلی 

کِ ثِ ػٌَاى فبکتَسّبی هَحش دس ثشٍص ػشعبى پؼتبى  BRCA1   ٍBRCA2دس دٍ طى  شایعهـخق کشدى هَتبػیًَْبی 9  اهداف

 .ایفبی ًمؾ هیکٌٌذ 

 .تـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن ، هغبلؼِ ػبثمِ فبهیلی هَحش دس ثشٍص ػشعبى9  اهمیت بالینی

  (پیگیشی دسهبى ٍ ثشسػی ؿبًغ هتبػتبص ثؼذ اص جشاحی ) ػشعبى پؼتبى 9 تشخیصیعنوان کلی پانل 
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 ثشسػی حضَس ػلَلْبی ثذخین دس خَى ثیوبس دس حذ یک دس هیلیَى ػلَل 9  اهداف

 پیگیشی دسهبى ّبی جشاحی ، کٌتشل ؿبًغ هتبػتبص دس فبكلِ ّبی صهبًی هـخق ، کٌتشل دسكذ هَفمیت جشاحی 9  اهمیت بالینی

Breast cancer–susceptibility genes (BRCA1 and 

 BRCA2) and Detection of circulating breast cancer 

cells in peripheral blood after breastectomy 
• Germ-line mutations in the breast cancer–susceptibility genes, BRCA1 and BRCA2, account for a large 

proportion of hereditary breast cancer and breast/ovarian cancer families. These gene mutation analyses can be 

used for two approaches, first, familial breast cancer analysis and second, breast cancer prognosis and early 

diagnosis in family members.  

• Breast cancer is the most common type of cancer among women in around the world. The reason for low 

recovery is the advanced stage of the disease at the time of diagnosis after distal metastasis to other organs 

(tissues) had occurred. However, even early diagnosed patients who have undergone potentially curative surgery 

may suffer from recurrence as a consequence of undetected metastasis that has occurred before initial diagnosis. 

Therefore, it is very important to detect occult metastasis in early stage patients, which may be of prognostic 

significance and may provide new treatment options. In this test we employed three mRNA markers: 

cytokeratin19, mammaglobin (hMAM) and beta human chorionic gonadotropin (beta-hCG) for reduce false 

positive results and increased accuracy. If we can detect residual cancer  cells after breastectomy or treatment 

duration, we will estimate chance of metastasis or  

 

Detection of circulating tumor cells in patients with 

gastrointestinal tract cancer 
• The prognosis of patients with malignant tumors depends largely on the absence or presence of metastasis. 

Metastatic tumor cells being probably more invasive and genetically more unstable than those of a primary site. 

RT-PCR is the most widely used molecular method for the detection of circulating tumor cells. Among the target 

genes of this aim for RT-PCR, CEA mRNA seems to be the most frequently used for the detection in the blood of 

patients with gastrointestinal carcinomas. Detection of CEA protein by biochemical technique is less sensitive 

than this method.  

 

 

 

 ّیپشپلاصی آدسًبل اسحی 9 عنوان کلی پانل تشخیصی (CAH ) 

 ّیذسٍکؼیلاص ثِ ػٌَاى اكلی تشیي دلیل ّیپشپلاصی آدسًبل اسحی-10تؼییي جْـْبی طى 9  اهداف

یکی اص ؿبیؼتشیي ثیوبسیْبی اتَصٍهبل هغلَة اػت ٍ حضَس ایي هَتبػیَى دس طى (  CAH) ّیپشپلاصی آدسًبل اسحی 9  اهمیت بالینی

 .ّیذسٍکؼیلاص هیتَاًذ ثِ تـخیق صٍدسع ٍ لغؼی ایي ثیوبسی کوک کٌذ-10

Identification of CYP21 novel mutation in 

congenital adrenal hyperplasia (CAH) 
• Congenital adrenal hyperplasia due to 21-hydroxylase deficiency is a common autosomal recessive disorder. 

Decreased adrenal 21-hydroxylase activity interferes with glucocorticoid, and often mineralocorticoid, 

biosynthesis. Loss of negative feedback inhibition by cortisol leads to increased ACTH and adrenal androgen 

production. This disorder is due to mutations in the 21-hydroxylase (CYP21) gene which is located at 

chromosome 6p21 and detectable by molecular diagnostic technique.  
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 پَصیغػشعبى کلَسکتبل فبهیلی ٍ آدًَهبتَص پَلی9 عنوان کلی پانل تشخیصی 

 1ثشسػی ؿبیغ تشیي ًَع هَتبػیَى دس طى آدًَهبتَص پَلیپَصیغ کلی کِ اكلی تشیي دلیل ػشعبى کلَسکتبل ًَع فبهیلی اػت (  90 اهداف

 ثشسػی اكلی تشیي ًَع هَتبػیًَْبی دخیل دس آدًَهبتَصیغ پَلیپَصیغ ٍ ػشعبى کلَسکتبل غیش فبهیلی( 

تـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن ثیوبسی ، پیگیشی ؿبًغ ثشٍص ثیوبسی دس ػبیش افشاد خبًَادُ ، هـخق ؿذى احتوبل 9  اهمیت بالینی

 فبهیلی ثَدى ػشعبى

Familial Colorectal Cancer (I1307K and MUTYH 

mutations) 
• Familial colorectal cancer (FCC) is a hereditary form of colorectal cancer that accounts for 15–50% of all 

colorectal cancers. A mutation (I1307K) in the APC gene has been associated with colorectal cancer. A person 

carrying this mutation will have a twofold increased risk.  

• The identification of germ line mutations in both MUTYH alleles in patients with multiple colorectal adenomas 

or colorectal cancer has clinical relevance because their siblings may also have a very high risk of cancer. 

 

 (تـخیق ) ػشعبى پشٍػتبت 9 عنوان کلی پانل تشخیصی 

 . هغبلؼِ جْـْبی طًی کِ ثِ ػٌَاى ػبهل اكلی ػشعبى پشٍػتبت فبهیلی هغشح اػت 9  اهداف

 تـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن ، پیگیشی احتوبل ثشٍص ػشعبى ّن ًَع دس ػبیش افشاد خبًَادُ 9  اهمیت بالینی

 (پیگیشی دسهبى ) ػشعبى پشٍػتبت 9 عنوان کلی پانل تشخیصی 

 .ثشسػی حضَس ػلَلْبی ثذخین دس خَى هحیغی ثیوبس ثب هغبلؼِ هبسکشّبی ػغحی آًْب دس ػغح هَلکَلی9 اهداف

دس همبیؼِ ثب سٍؿْبی ثیَؿیویبیی ًظیش ػٌجؾ همذاس ( ػلَل  011111ػلَل ثذخین دس  0) پبیؾ دسهبًی فَق الؼبدُ دلیمتش 9  اهمیت بالینی

PSA . 

 

Prostate Cancer and detect circulating cancerous 

prostatic cells in patients 
• Prostate cancer (PRCA), like other common forms of cancer, has a hereditary component. HPC1/RNASEL was 

recently identified as a candidate gene for hereditary prostate cancer. In this test we analyses novel mutations in 

the HPC1/RNASEL in family members. If anyone positive for this mutation in family, we can fallow up other 

members.   

• Nested reverse transcription (RT)-PCR for prostate-specific antigen (PSA) and prostate-specific membrane 

antigen (PSM) can detect circulating prostatic cells in patients with prostate cancer, after surgery and in duration 

of treatment.  

 

 ( سحن ) ػشعبًْبی اًذٍهتشیبل 9 عنوان کلی پانل تشخیصی 

 نهغبلؼِ یکی اص اكلی تشیي تَهَس ػبپشػَس طًْبی دخیل دس ػشعبًْبی اًذٍهتشیبل ثِ ٍیظُ سح9  اهداف
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 پیؾ آگْی صٍدسع ٍ لجل اص ثشٍص ػلائن ثبلیٌی ، هغبلؼِ احتوبل ثشٍص ػشعبًْبی ّن ًَع دس ػبیش اػضبی 9 اهمیت بالینی

 Cowden (Multiple hamartoma syndrome )ػٌذسم 9  عنوان کلی پانل تشخیصیخبًَادُ 

 Cowdenثشسػی جْـبی طى ػبهل ػٌذسم 9  اهداف

 صٍدسع ، پیگیشی ػبثمِ خبًَادگی  تـخیق افتشالی 9ٍ اهمیت بالینی

 ، 

Somatic Mutation of PTEN in Vulvar and 

endometrial Cancers 
• PTEN, a candidate tumor suppressor gene located at chromosome 10q23.3, has been shown to be mutated in; 

40% of endometrial cancers. PTEN is frequently altered in vulvar carcinomas and can be found associated with 

early dysplastic changes in vulvar mucosa. Of course early diagnosis, before any dysplastic changes in 

endometrial layers, can be much more helpful. This mutation also detectable in early ages and can be use 

prognostic factor indicator.      

 

Leukemia, Lymphoma, MPD and MRD 
 11ثب  8تشاًؼلَکبػیَى 9 عنوان کلی پانل تشخیصی ،t(9;22)  ثب حضَس طى ًَتشکیتBCR-ABL 

ثشای تـخیق  BCR-ABLثشسػی حضَس کشٍهَصٍم فیلادلفیب دس ػغح هَلکَلی ٍ تؼییي ایضٍفشهْبی دسگیش طى  ًَتشکیت ( 90 اهداف

 ( MRD)پیگیشی دسهبى (  1

، پبیؾ دسهبى ، کٌتشل ػَد ثیوبسی ، اًتخبة پشٍتَکَل دسهبًی هٌبػت  ALL، تـخیق افتشالی  CMLتـخیق لغؼی 9  اهمیت بالینی

 (ایضٍفشهْبی دسگیش هختلف ًؼجت ثِ پشٍتَکَلْبی دسهبًی، هتفبٍت پبػخ هیذٌّذ ) 
 t(9;22) with BCR-ABL fusion gene  

• The Philadelphia chromosome (Ph), besides being the hallmark of CML, also occurs in approximately 5% of 

childhood ALL and in 20–50% of adult ALL with an incidence progressively increasing with age. In treatment 

protocols, RT-PCR detection of BCR-ABL fusion transcripts certainly represents the method of choice for 

monitoring MRD during the follow-up.  

 

 06ثب  04تشاًؼلَکبػیَى 9 عنوان کلی پانل تشخیصی  ،t(15;17)  ثب حضَس طى ًَتشکیتPML-RARA 

ثِ دًجبل جبثجبیی کشٍهَصٍهی ٍ تؼییي ایضٍفشهْبی دسگیش دس پیذایؾ طى  PML-RARAثشسػی حضَس طى ًَتشکیت 9  اهداف

 ( MRD)پیگیشی دسهبى ( PML-RARA1 ًَتشکیت 

ایضٍفشهْبی دسگیش ) ، پبیؾ دسهبى، کٌتشل ػَد ثیوبسی ، اًتخبة پشٍتَکَل دسهبًی هٌبػت  APLتـخیق افتشالی 9  اهمیت بالینی

 (.فبٍت پبػخ هیذٌّذ هختلف ًؼجت ثِ پشٍتَکَلْبی دسهبًی، هت

 

t(15;17) with PMLRARA fusion gene  
• The t(15;17) is associated with acute promyelocytic leukemia (APL), a distinct AML subset with M3 

cytomorphology. The golden importance of breakpoint detection in PML/RARA fusion transcripts is its relation 

by treatment protocols and drug sensitivity or resistance. S type (bcr3) transcripts correlated with established 

adverse prognostic features (ie hyperleucocytosis, M3v), this association did not translate into poorer outcome as 
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compared to patients with L type (bcr1 and bcr2) transcripts, in the context of combined ATRA and chemotherapy 

regimens. These breakpoint clusters of regions detect by RT-PCR techniques.  

 

 تشاًؼلَکبػیًَْبی ؿبیغ دس لَػوی لٌفَئیذی حبد کَدکبى 9 عنوان کلی پانل تشخیصی (ALL ) 

ثب ثشسػی ّوضهبى ًَع طًْبی ًَتشکیت دخیل ثشای  t(1;19), t(4;11),t(8;21),t(12;21)  ٍdel(1)(p32;p32)هغبلؼِ ( 90  اهداف

 دس ایي ثیوبساى(   MRD)پیگیشی ثؼذ اص دسهبى ( 1تبییذ تـخیق 

 .َلْبی دسهبًی سا چٌذیي ثشاثش هیکٌذ هًَیتَسیٌگ ثیوبساى لَػویک دس عَل ٍ ثؼذ اص دسهبى کِ تبحیش پزیشی پشٍتَک9  اهمیت بالینی
t(1;19) with E2A-PBX1 fusion gene  
• The t(1;19) is detected in about 5–6% of childhood ALL and in about 3% of adult ALL. In both pediatric and 

adult patients this translocation occurs almost exclusively in pre-B-ALL expressing cytoplasmic Igμ, even though 

it has been reported sporadically in pro-B-ALL and common ALL (,1%) as well as in rare cases of T-ALL and 

AML. Most cases carrying the t(1;19) express a typical immunophenotype with homogeneous expression of 

CD19, CD10, CD9, complete absence of CD34, and at least partial absence of CD20. Moreover, the t(1;19) 

correlates with the presence of known clinical high-risk features, such as elevated cell count, high serum lactate 

dehydrogenase levels and central nervous system involvement.  

 

t (4;11) with MLL-AF4 fusion gene  

• MLL-AF4-positive leukemias are observed in 50–70% of infant ALL cases and in approximately 5% of 

pediatric and adult ALL cases. The presence of a t(4;11)(q21;q23) has been associated with the pro-B-ALL 

phenotype (CyCD79a+, CD19+, CD10-, CD24-)and with coexpression of myeloid differentiation antigens (CD15 

and CD65)55–57 as well as the NG2 antigen.MLL-AF4 has been identified as an adverse prognostic factor in 

infant leukemia by several study groups. Also, it has been associated with a bad prognosis in adults.  

 

 

 

t(8;21) with AML1-ETO fusion gene  
• It is found primarily in de novo AML of FAB-M2 subtype. The t(8;21) is associated with a relatively good 

prognosis.  

 

t(12;21) with TEL-AML1 fusion gene  
• This translocation, not detectable by conventional cytogenetic, constitutes the most frequent rearrangement in 

childhood ALL. It occurs in approximately 25% of childhood ALL. The majority of positive patients range in age 

between 1 and 12 years at diagnosis, with a peak between 2 and 5 years; all display a precursor-B cell 

immunophenotype. The vast majority of patients have coexpression of myeloid markers.  

 

 05ثب  05تشاًؼلَکبػیَى 9 عنوان کلی پانل تشخیصی  ،t(16;16)  یبInv(16)  

 ػغح هَلکَلی ٍ تؼییي ایضٍفشهْبی دسگیشثشسػی حضَس تشاًؼلَکبػیَى دس 9  اهداف

ثِ ٍیظُ اگش غلجِ ائَصیٌَفیل ٍجَد داؿتِ ثبؿذ ، پیگیشی (  AML-M4) تـخیق افتشالی لَػوی حبد هیلَهٌَػیتیک 9  اهمیت بالینی

 (MRD) دسهبى 
 

Inv (16) with CBFB-MYH11 fusion gene 
• This was rapidly shown to correspond to a pericentric inversion of chromosome 16, i.e. inv (16) (p13q22), which 

appeared to be associated with AML-M4 with abnormal eosinophils (M4Eo). The inv (16)(p13q22) is generally 
associated with a relatively good prognosis, although this is not universal. Most (50%) of these leukemias 

correspond to AMLM4Eo, CBFB-MYH11 transcripts have also been found in many other AML types, including 

M4 without eosinophilic abnormalities, M2, M5 and, less frequently, M1, M6 and M7.  
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Micro deletion 1p32 with SIL-TAL1 fusion gene  
• SIL-TAL1 transcripts are exclusively found in T-ALL. SIL-TAL1 transcripts have been found in 26% of 

childhood T-ALL and 16% of adult T-ALL, predominantly in younger adults.  

 

 

 

 

 

 

 

 

 

 03ثب  00تشاًؼلَکبػیَى 9 عنوان کلی پانل تشخیصی ،t(11;14)  

 .دس ثیوبساى  t(11;14)هغبلؼِ حضَس 9  اهداف

دسكذ لٌفَم ًَع هبًتل ٍ ثِ كَست تک گیش  61الی  51دس  BCL1، ثب دسگیشی طى  t(11;14)، 03ثب 00تشاًؼلَکبػیَى 9  اهمیت بالینی

ػلاٍُ ثش اسصؽ تـخیلی حضَس . هخجت اػت ٍ هیتَاًذ اسصؽ افتشالی        فَق الؼبدُ داؿتِ ثبؿذ  B-cellدس ػبیش لٌفَهْبی ًبى َّچکیي 

 ایي ًَع تشاًؼلَکبػیَى ، پیگیشی حضَس ایي ًَع تشاًؼلَکبػیَى دس پشٍتَکَلْبی دسهبًی اًتخبثی ٍ ثشسػی تبحیش آًْب ، ثؼیبس هفیذ خَاّذ

 .ثَد 

t(11;14) with BCL1-IGH rearrangement  
• The t(11;14)(q13;q32) is characteristic for MCL because this cytogenetic reciprocal translocation was observed 

in 60–70% of MCL cases and only sporadically in other B-cell NHL. The t(11;14)(q13;q32) has also been 

reported to be observed in several other B-cell proliferative diseases such as multiple myeloma (20%), SLVL 

(30%), B-PLL (33%), and B-CLL (8%).  

 

 07ثب  03تشاًؼلَکبػیَى 9  عنوان کلی پانل تشخیصی ،t(14;18) 

 .هغبلؼِ حضَس ایي ًَع تشاًؼلَکبػیَى دس ثیوبساى 9  اهداف

ثب اًذیکبػیَى تـخیلی ) large B-cell lymphomaٍ % ( 81ثب اًذیکبػیَى ثبلای ) تـخیق لٌفَم ًَع فَلیکَلاس 9 اهمیت بالینی

 (  MRD) ، پیگیشی دسهبى % ( 11ثبلای 

t(14;18) with BCL2-IGH rearrangement  
• The t(14;18) is one of the best characterized recurrent cytogenetic abnormalities in peripheral B-cell 

lymphoproliferative disease. It is detectable in up to 90% of FCLs and 20% of large- B-cell lymphomas.  

 

 هَتبػیَى 9  عنوان کلی پانل تشخیصیJAKII 

 JAKIIثشسػی ؿبیغ تشیي جْؾ طى 9  اهداف

 ...ٍ  PRV  ،ETتـخیق افتشالی ثیوبسیْبی هیلَپشٍلیفشاتیَ ًظیش 9  اهمیت بالینی

JAKII mutation and haplotype analysis  
• A single acquired mutation in the JAK2 gene has recently been described in human myeloproliferative disorders, 

including most patients with polycythemia vera and about half of those with essential thrombocythemia and 
idiopathic myelofibrosis. This mutation detection discriminate malignancy from benign situation.    
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Diabetes 
 دیبثت ٍاثؼتِ ثِ اًؼَلیي9 عنوان کلی پانل تشخیصی 

 .ثشسػی اختلالات طى اًؼَلیي ًبؿی اص هَتبػیَى کِ هیتَاًذ ػبهل دیبثتْبیی ثبؿذ کِ ٍاثؼتِ ثِ اًؼَلیي اػت9  اهداف

ثب پیذا کشدى جْؾ دس طى اًؼَلیي  ثیوبس ، حضَس ایي ًَع جْؾ هیتَاًذ دس ًضدیکبى ثیوبس کبهلا ٌ هؼٌی داس ثبؿذ ٍ ؿبًغ 9  اهمیت بالینی

 .دّذ  حضَس دیبثت ّن ًَع سا افضایؾ

 دیبثت غیش ٍاثؼتِ ثِ اًؼَلیي9  عنوان کلی پانل تشخیصی 

 هغبلؼِ جْـبی طى گیشًذُ اًؼَلیي 9  اهداف

تـخیق صٍدسع دیبثت ّبی غیش ٍاثؼتِ ثِ اًؼَلیي دس كَست ٍجَد اختلال دس ایي گیشًذُ ، جؼتجَی جْـْبی هـبثِ 9  اهمیت بالینی

 .دس ػبیش افشاد خبًَادُ ٍ پیگیشی ثیوبسی
• Mutations in the insulin receptor gene can cause insulin resistance and diabetes mellitus. Identification of a 

mutation in the insulin receptor gene in a patient with a moderate degree of insulin resistance associated with 

morbid obesity suggests that insulin receptor mutations may exist in patients with Type 2 (non-insulin-dependent) 

diabetes mellitus associated with a moderate degree of insulin resistance. In these test we will analyze mutations 

and polymorphisms in the insulin receptor gene in subjects with or without insulin resistance.  

• Mutation in the insulin gene can cause diabetes mellitus. If we can analyze family pattern of insulin gene 

mutation and we found any mutation in insulin gene, we will predict pattern of diabetes mellitus in the other 

members of family.  

 

 

 

 

 

 
Infertility 

 ثشسػی سیض حزفیبت دس ػبختبس کشٍهَصٍم 9 عنوان کلی پانل تشخیصیY )  AZF ) 

 دس ثیوبساى ثب الیگَاػپشهیب ٍ یب آصٍاػپپشهیب Yثشسػی سیض حزفیبت دس کشٍهَصٍم 9 اهداف

دس هشداى ، ثشسػی ػلل ًبثبسٍسی دس هشداى ، پیذا کشدى دلایل  IVFلجل اص  Yثشسػی سیضهبَّاسُ ّبی کشٍهَصٍم 9 اهمیت بالینی

 .الیگَاػپشهی ٍ آصٍاػپشهی دس هشداى 

 
• Chromosome Y micro deletions in male and Leukaemia inhibitory factor (LIF) gene  mutation in 

women, have very important role in infertile couple. The glycoprotein leukemia inhibitory factor (LIF) is 
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produced by the endometrium and is involved in the control of implantation. In women with unexplained 

infertility reduced uterine concentrations of LIF have been reported. In these panels of tests we analyze these gene 

mutations: LIF in women and Chromosome Y micro deletions in males.  

 

 ثشسػی جْـْبی گیشًذُ 9 عنوان کلی پانل تشخیصیFSH 

 FSHدس هشداى ثب هـکل اػپشهبتَطًض ٍ ػغح ثبلای  FSHهـخق کشدى هَتبػیًَْبی طى گیشًذُ 9 اهداف

، ثْتشیي گضیٌِ ای اػت کِ هیتَاًذ اًذیکبػیَى  FSHًبثبسٍسی هشداى ثب اختلالات اػپشهی ٍ ػغح هٌبػت یب ثبلای 9  اهمیت بالینی

 .ی هشداى داؿتِ ثبؿذ هیتَاًذ اسصؽ حیبتی دس تـخیق ػلل ًبثبسٍس FSHایي ًَع جْؾ دس طى گیشًذُ َّسهَى .ثشسػی داؿتِ ثبؿذ

 ثشسػی جْـْبی گیشًذُ 9 عنوان کلی پانل تشخیصیFSH 

 FSHدس هشداى ثب هـکل اػپشهبتَطًض ٍ ػغح ثبلای  FSHهـخق کشدى هَتبػیًَْبی طى گیشًذُ 9 اهداف

یتَاًذ اًذیکبػیَى ، ثْتشیي گضیٌِ ای اػت کِ ه FSHًبثبسٍسی هشداى ثب اختلالات اػپشهی ٍ ػغح هٌبػت یب ثبلای 9  اهمیت بالینی

 .هیتَاًذ اسصؽ حیبتی دس تـخیق ػلل ًبثبسٍسی هشداى داؿتِ ثبؿذ  FSHایي ًَع جْؾ دس طى گیشًذُ َّسهَى .ثشسػی داؿتِ ثبؿذ

• The follicle stimulating hormone (FSH) plays an important role in the regulation of testicular functions 

through binding with the FSH receptor. Therefore, genetic abnormalities of the FSH receptor, as well as FSH, 

would be expected to affect sperm production in males. Mutation screening of the FSH receptor in condition with 

high level of FSH and infertility can be helpful. 

 

 
 
 
 
 
 
 
 

Miscarriage 
 ػمغْبی هکشس9 عنوان کلی پانل تشخیصی 

 فبکتَس دخیل 01هغبلؼِ اػتؼذاد حَادث تشٍهجَتیک دس هبدس ، ثب ثشسػی 9  اهداف

جْـْبیی کِ اػتؼذاد تشٍهجَص سا افضایؾ هیذٌّذ ، ثؼذ اص اختلالات کشٍهَصٍهی ٍ ًبٌّجبسیْبی سحوی ، اكلی تشیي دلیل 9  اهمیت بالینی

ػمغْبی هکشس ّؼتٌذ ٍ ثشسػی ایي اػتؼذاد ، ٍ اػتفبدُ اص پشٍتَکَلْبی دسهبًی ّپبسیي داس ، ؿبًغ حبهلگیْبی هَفك سا چٌذیي ثشاثش 

 خَاّذ کشد 
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• RPL has been estimated to occur in approximately 0.3%2 to 1%1 of all couples. Multiple potential 

etiologies for RPL have been described including antiphospholipid antibody syndrome, thrombophilia, 

parental karyotype abnormalities, uterine malformations, cervical incompetence, poorly controlled 

diabetes mellitus, hypothyroidism, and antithyroid antibodies .In this test we employed common gene 

mutations that have trombophilic potential and highly associate with RECURRENT PREGNANCY loss 

(RPL).(MTHFR two mutation, factor V leaden ,factor XIII , tPA and prothrombin). 

 ًبثبسٍسی صًبى 9  عنوان کلی پانل تشخیصی 

 هغبلؼِ جْـْبی یکی اص فبکتَسّبی هْن دس کٌتشل لاًِ گضیٌی جٌیي دس سحن هبدس9  اهداف

 هـخق ؿذى دلایل ًبثبسٍسیْبیی ثب هٌـبء صًبًِ ، پیگیشی هؼیش ًبثبسٍسی فبهیلی 9  اهمیت بالینی
 

 ػکتِ ّبی للجی ٍ 9 وان کلی پانل تشخیصیعنUIA 

هغبلؼِ ؿبًغ ثشٍص تشٍهجَص دس ثیوبساى ثب ػکتِ ّبی للجی ٍ یب آًظیي ثب ثشسػی هْوتشیي فبکتَسّبی طًتیکی دخیل دس ایجبد 9  اهداف

 (سیؼک فبکتَس هْن ؿٌبختِ ؿذُ  03هغبلؼِ ) تشٍهجَص 

 .ثیوبساى ثب ػبثمِ فبهیلی ، ثشسػی دلایل حَادث تشٍهجَتیک ثب هٌـبء ًبؿٌبختِ  هغبلؼِ ؿبًغ اثتلا ثِ تشٍهجَص دس9  اهمیت بالینی

 ػکتِ ّب ٍ اػتشٍکْبی هغضی9 عنوان کلی پانل تشخیصی 

) هغبلؼِ ؿبًغ ثشٍص تشٍهجَص دس ثیوبساى ثب اػتشٍکْبی هغضی ثب ثشسػی هْوتشیي فبکتَسّبی طًتیکی دخیل دس ایجبد تشٍهجَص 9  اهداف

 (ک فبکتَس هْن ؿٌبختِ ؿذُ سیؼ 01هغبلؼِ 

 .هغبلؼِ ؿبًغ اثتلا ثِ تشٍهجَص دس ثیوبساى ثب ػبثمِ فبهیلی ، ثشسػی دلایل حَادث تشٍهجَتیک ثب هٌـبء ًبؿٌبختِ 9  اهمیت بالینی

 هغبلؼِ ؿبًغ 9 عنوان کلی پانل تشخیصیrestenosis ثؼذ اص آًضیَپلاػتی 

 ثب تَجِ ثِ فبکتَسّبی طًتیکی دخیل  restenosisثشسػی اػتؼذاد اثتلا ثِ 9  اهداف

ثب هٌـبء ًبهؼلَم  restenosis، اًجبم آًضیَپلاػتی ّبی هَفك ، ثشسػی دلایل تکشاس  restenosisکبػتي اص سیؼک تکشاس 9 اهمیت بالینی

. 

 تشٍهجَصّبی ػویك ٍسیذی 9  عنوان کلی پانل تشخیصی (DVT  ) 

 03هغبلؼِ ) ثب ثشسػی هْوتشیي فبکتَسّبی طًتیکی دخیل دس ایجبد تشٍهجَص  DVTى ثب هغبلؼِ ؿبًغ ثشٍص تشٍهجَص دس ثیوبسا9  اهداف

 (سیؼک فبکتَس هْن ؿٌبختِ ؿذُ 

 هغبلؼِ ؿبًغ اثتلا ثِ تشٍهجَص دس ثیوبساى ثب ػبثمِ فبهیلی ، ثشسػی دلایل حَادث تشٍهجَتیک ثب هٌـبء ًبؿٌبختِ 9  اهمیت بالینی

Myocardial infarction, UIA and brain stroke 
• Trompophilic gene mutations and hyperhemocystenmia are two common susceptible conditions for 

heart and brain infarction. In this panel of tests, we analyses trompophilic gene mutations        (ACE, 

ApoE, Factor V (1691A), Factor V HR2 (4070G), Factor VII, Factor XIII, beta fibrinogen, 

Glycoprotein Ia, PAI-1, Prothrombin (20210A), Thrombomodulin, TFPI, tPA ) and most important 

hemocystein metabolic pathway enzyme (MTHFR).  
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 طًَتیپ ٍاسفبسیي9  عنوان کلی پانل تشخیصی 

 ٍاسفبسیي ثب اػتفبدُ اص هـخق کشدى طًَتیپ دٍ آًضین حیبتی دخیل دس هتبثَلیضُ کشدى ٍاسفبسیيتؼییي دٍصاط دلیك 9 اهداف

افشاد هختلف ثب داسا ثَدى طًَتیپْبی گًَبگَى دس دٍ آًضین حیبتی کِ هؼئَل هتبثَلیضُ کشدى ٍاسفبسیي ّؼتٌذ ، دٍصاطّبی 9  اهمیت بالینی

کبسی ثؼیبس  PT,PTT  ٍINRعَسیکِ ػذم تـخیق طًَتیپ ٍ تؼییي دٍصاط ثب اػتفبدُ اص ثِ . هختلفی اص ٍاسفبسیي سا ثبیذ دسیبفت کٌٌذ

طًَتیپْبی هختلف افشاد ، هیضاى همبٍهت ٍ حؼبػیت ثِ .حؼبع ٍ سیؼک پزیش اػت ٍگْگبُ خؼبسات ججشاى ًبپزیشی ثِ دًجبل هی آٍسد 

تؼییي طًَتیپ .بهلاٌ ثِ دٍصّبی هختلف ٍاسفبسیي جَاة هٌبػجی ثذٌّذداسٍ سا تحت تبحیش لشاس هیذّذ  ٍ ثبػج هیـَد افشاد دس ظبّش هـبثِ ک

 .افشاد فمظ کبفیؼت یک ثبس دس عَل ػوش اًجبم پزیشد

Warfarin Metabolism Panel VKOR1 and CYP2C9 

Genotyping 
• Warfarin is one of the most widely used anticoagulants, yet inter individual differences in drug response, a 

narrow therapeutic range, and a high risk of bleeding or stroke complicate its clinical use. The metabolism and 

anticoagulant action of warfarin presumably are moderated by many genes; however, the polymorphic 

cytochrome P450-2C9 (CYP2C9) and vitamin K epoxide reductase complex subunit 1 (VKORC1) genes alter 

warfarin pharmacokinetics and pharmacodynamics, respectively. The variant CYP2C9*2 and *3 alleles and the 

VKORC1 1639G/A promoter polymorphism occur in patients who are drug ‘‘sensitive’’ and require a lower 

average warfarin dose, whereas VKORC1 missense mutations have been described in patients who are 

‘‘resistant’’ and require higher warfarin doses. In this panel of test we detect genotype of this polymorphism and 

estimate precise required dose of warfarin by use online specific software and report it. This test routinely done in 

Cambridge and Michigan university and we can fallow them.    

 

 طًَتیپ9  عنوان کلی پانل تشخیصی Paraoxonase  

 

 ٍ هـخق کشدى ًَع طًَتیپ ّش ثیوبس Paraoxonaseتؼییي ػِ فشم طًَتیپیک 9  اهداف

ٍ  0دٍ طًَتیپ ) پیؾ آگْی آتشٍاػکلشٍصیغ دس ثیوبساى ، کٌتشل ٍلبیغ آتشٍاػکلشٍتیک ثب هغبلؼِ ًَع طًَتیپ ّش فشد 9  اهمیت بالینی

 (.ًمؾ ثؼیبس هْوی دس کبػتي اص ثیوبسیْبی للجی ػشٍلی ٍ آتشٍاػکلشٍص داسًذ  Paraoxonaseطى  2

Paraoxonase gene cluster 
• Paraoxonase (PON) is a high-density lipoprotein (HDL) associated protein which is supposed to protect low-

density lipoprotein (LDL) against oxidation and to play a role in the development of atherosclerosis. Inter 

individual variability in serum PON activity is attributable to common variants in components of the PON gene 

cluster on chromosome 7. We analyses three common PON polymorphisms (PON1-192, PON1-55 and PON2-

311) that are tightly associated with an increased risk of atherosclerosis. Some polymorphisms are risk factors and 

detection of this risk can be prognostic factors. 

 

 

 

 

 

 

 آلضایوش 9  عنوان کلی پانل تشخیصی 
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 ثشسػی اػتؼذاد اثتلا ثِ آلضایوش ثب هغبلؼِ طًْبی تبحیش گزاس دس پیذایؾ آلضایوش9  اهداف

پیؾ آگْی هٌبػت ثشای اػتؼذاد اثتلا ثِ آلضایوش ، پیگیشی ؿبًغ ثشٍص آلضایوش دس اػضبی خبًَادُ ثب ػبثمِ ٍجَد ایي 9  اهمیت بالینی

 .ثیوبسی 

Alzheimer disease and Apo lipoprotein E Haplotypes 
• Apolipoprotein E (ApoE) is involved in the binding, internalization, and catabolism of lipoprotein particles. 

ApoE is secreted by macrophages and hepatocytes and serves as a ligand for the LDL (Apo B/E) receptor and on 

hepatic tissues for the specific ApoE type 1 and 2 receptor for triglyceride-rich remnants . The three common 

isoforms of ApoE, termed E2, E3, and E4 are associated with different dieses. ApoE3 is the most common of the 

three isoforms found. The ApoE2 isoform is associated with remnant hyperlipidemia because this isoform has a 

lower affinity for ApoE receptors and increased risk for atherosclerosis .The ApoE4 isoform is associated with 

increased hepatic synthesis of VLDL and is a risk factor for Alzheimer disease and other neurologic diseases. 

Alzheimer’s disease (AD) is a multifactorial disease with possible involvement of several genetic and 

environmental factors. Genetic analysis has identified apolipoprotein E (APOE) as a major susceptibility locus for 

sporadic and late-onset AD accounting for about 50% of the genetic risk associated with late-onset AD .The E*4 

allele of APOE is a significant risk factor for AD, acting in a dose-dependent manner, and is associated with an 

earlier age-at-onset.  

 

 تت هذیتشاًِ ای فبهیلی 9 ی پانل تشخیصیعنوان کل (FMF ) 

 ثِ ػٌَاى ػبهل تت هذیتشاًِ ای فبهیلی MEFVطى  ناشایعهغبلؼِ جْـبی ؿبیغ ٍ 9  اهداف

تـخیق صٍدسع ، لغؼی ٍ افتشالی تت هذیتشاًِ ای فبهیلی اص ػبیش ثیوبسیْبی گَاسؿی، هـخق ؿذى ّوَصیگَت یب 9  اهمیت بالینی

 .دس ثیوبساى ّتشٍصیگَت ثَدى جْؾ 

 تت هذیتشاًِ ای فبهیلی 9  عنوان کلی پانل تشخیصی (FMF ) 

 ثِ ػٌَاى ػبهل تت هذیتشاًِ ای فبهیلی MEFVهغبلؼِ جْـبی ؿبیغ طى 9  اهداف

تـخیق صٍدسع ، لغؼی ٍ افتشالی تت هذیتشاًِ ای فبهیلی اص ػبیش ثیوبسیْبی گَاسؿی، ثشای اػوبل پیـگیشیْبی هٌبػت 9  اهمیت بالینی

 .دسهبًی، هـخق ؿذى ّوَصیگَت یب ّتشٍصیگَت ثَدى جْؾ دس ثیوبساى 

Familial Mediterranean fever (FMF) 
• Familial Mediterranean fever (FMF) is an autosomal recessive, inflammatory disorder characterized by short, 

recurrent attacks of fever, accompanied by pain in the abdomen, chest, or joints and erysipelas-like erythema. It's 

most severe complication is progressive amyloidosis, leading to end-stage renal failure. FMF predominantly 

affects Turks, Arabs, Armenians, Azerbaijanis with carrier rates reported as high as 1 in 5. It is caused by several 

mutations within the marenostrin/pyrin-encoding gene MEFV on chromosome 16p13.3, which differently affect 

the severity of the disease phenotype and the risk of developing renal amyloidosis. Although established clinical 

criteria for FMF exist. Many patients remain undiagnosed because of rather nonspecific symptoms; therefore, 

molecular genetic analysis could substantially improve early and correct diagnosis of FMF and allow initiation of 

lifelong prophylactic treatment of affected individuals with colchicines.  

 

 ًبسػبیی اٍلیِ تخوذاى 9 عنوان کلی پانل تشخیصی (POF ) 

 ثِ عَس کبهل POFهغبلؼِ ػِ طى هْن ٍ حیبتی دخیل دس ثشٍص 9  اهداف

 دس هَاسد ًبؿٌبختِ ، تـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن کبهل ثبلیٌی POFثشسػی دلایل 9  اهمیت بالینی
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Premature Ovarian Failure 
• Premature ovarian failure is reserved for the approximately 1% of women who experience hypergonadotropic 

amenorrhea before the age of 40 that accounts for about 10% of all female infertility. There is some gene mutation 

that my cause POF, In this test we employed three common mutation in POF (NOBOX, QM , and FOXL2 genes) 

for Premature ovarian failure analysis.  

 

 فؼفبت دّیذسٍطًبص  5طى گلَکض 9  عنوان کلی پانل تشخیصی (G6PD ) 

 هغبلؼِ جْـبی ًبؿبیغ دس هٌغمِ (  G6PD 1ثشسػی جْؾ ًَع هذیتشاًِ ای طى (  90  اهداف

تـخیق صٍدسع ٍ دس ثذٍ تَلذ ، هؼتمل اص فبکتَسّبی هذاخلِ گش دس تـخیق ًظیش ّوَلیض ، پیگیشی ػبثمِ خبًَادگی ٍ 9  بالینیاهمیت 

 ثشسػی ػبیش اػضبی خبًَادُ 

Identification of Mutations in G6PD Gene 
• Glucose-6-phosphate dehydrogenase (G6PD) deficiency is the most common enzymatic disorder of red blood 

cell in human affecting more than 400 million people worldwide. Inheritance of (G6PD) deficiency is sex-linked. 

Mutations detection are free of any false positive or negative results and patient situation, for example hemolysis, 

doesn't alter results of examination. 

 

 آًتی تشیپؼیي  0-تغییشات اللیک طى الفب9  عنوان کلی پانل تشخیصی 

 آًتی تشیپؼیي دس ػغح هَلکَلی ثب ثشسػی آللْبی دسگیش 0-هغبلؼِ دلایل کبّؾ الفب9 اهداف

آًتی تشیپؼیي دس ػبػبت اٍلیِ صًذگی  0-آًتی تشیپؼیي ، هغبلؼِ اػتؼذاد افت ػغح الفب 0-تـخیق صٍدسع کبّؾ الفب9  اهمیت بالینی

 دس ًَصاداى ثب ػبثمِ خبًَادگی 

Alpha-1-antitrypsin deficiency 
• Serpin peptidase inhibitor, clade A (alpha-1 antiproteinase, antitrypsin), member 1 (SERPINA1, formerly known 

as alpha-1-antitrypsin (A1AT) is a glycoprotein mainly produced by hepatocytes whose major function is to 

inhibit the action of neutrophilic elastase, a serine protease that hydrolyses elastin fibers in the lung. Mutations in 

SERPINA1 lead to a reduction or loss of the inhibitory capacity. The PI*S and PI*Z alleles are the two major 

forms predominant among the deficient variants. In this test we can analyses these two most important alleles.  

 

 ای ؿجبًِ ّوَگلَثیٌَسی حولِ 9 عنوان کلی پانل تشخیصی (PNH ) 

 PNHثِ ػٌَاى اكلی تشیي دلیل  PIGAثشسػی جْـْبی طى 9 اهداف

 .تـخیق لجل اص ثشٍص ػلائن ، تـخیق هَاسدی کِ ثب سٍؿْبی سٍتیي آصهبیـگبّی هـخق ًویـًَذ 9 اهمیت بالینی

Paroxysmal nocturnal haemoglobinuria  
(Mutation analysis of the PIG-A gene) 

• Paroxysmal nocturnal haemoglobinuria (PNH) is caused by deficient biosynthesis of the 

glycosylphosphatidylinositol (GPI) anchor in haemopoietic stem cells. Mutation of the phosphatidylinositol 

glycan class A (PIG-A) gene, an X linked gene that participates in the first step of GPI anchor biosynthesis, is 
responsible for PNH. 
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 آتبکؼیب تلاًظکتبصیب 9 عنوان کلی پانل تشخیصی ( ثشسػی طىATM ) 

 .کِ دس ػبلیبى اخیش ثِ ػٌَاى ػبهل ثیوبسی آتبکؼیب تلاًظکتبصیب هـخق ؿذُ اػت  ATMهغبلؼِ هَتبػیًَْبی طى 9  اهداف

گیشی احتوبل ثشٍص ثیوبسی دس اػضبی خبًَادُ ، هـخق کشدى الگَی ثیوبسی دس فشد هجتلا ٍ تـخیق ثیوبسی ثب ّوشاُ پی9 اهمیت بالینی

 .ثَدى ػلائن ثبلیٌی 

Ataxia-Telangiectasia 
• Ataxia-Telangiectasia (AT) is an autosomal recessive disorder involving cerebellar degeneration, 

immunodeficiency , radiation sensitivity and cancer predisposition. The ATM gene on human chromosome 

11q22.3 has recently been identified as the gene responsible for ataxia-telangiectasia (AT). Four exons which 

were hot spots for point mutations in ATM gene analyze in this test.  

 

 

 
 ّوَکشٍهبتَصیغ اسحی9 عنوان کلی پانل تشخیصی 

 C282Y  ٍH63Dثشسػی دٍ هَتبػیَى ؿبیغ ػبهل ثیوبسی ّوَکشٍهبتَصیغ اسحی ، 9 اهداف

 .تـخیق لغؼی ٍ افتشالی ثیوبسی ، هغبلؼِ الگَی تَاسحی دس كَست ٍجَد جْؾ 9  اهمیت بالینی

Hereditary haemochromatosis (HH) 
• Hereditary haemochromatosis (HH) is a recessively-inherited disorder of iron over-absorption prevalent in most 

populations. Affected individuals for Type 1 HH are usually either homozygous for a cysteine to tyrosine amino 

acid substitution at position 282 (C282Y) of the HFE gene, or compound heterozygotes for C282Y and for a 

histidine to aspartic acid change at position 63 (H63D). Molecular genetic testing for these two mutations has 

become widespread in recent years and we can analyze these two common mutations.  

 

 ( CF() فیجشٍص کیؼتیک 9 عنوان کلی پانل تشخیصی .0

دسكذ توبم هَاسد هَتبػیَى ایي طى دس ایشاى سا پَؿؾ  11کِ حذٍدا ٌ CFTR  (ΔF508  )ثشسػی ؿبیغ تشیي هَتبػیَى طى 9  اهداف

 .ثشسػی توبهی هَتبػیًَْبی ایي طى ثشای پَؿؾ دادى توبهی لؼوتْب ، ًیض اهکبى پزیش اػت. هیذّذ 

 CFتـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن ، ٍ تبییذ تـخیق ثیوبسی 9 اهمیت بالینی

Cystic fibrosis 
• Cystic fibrosis (CF) is one of the most common autosomal recessive disorders inherited in man which results in 

a steady decline of health until death in the second or third decade of life. The most common mutation, the ΔF508, 

results from a deletion of a codon corresponding to the amino acid phenylalanine at position 508 of the CFTR 

gene. This mutation is most common mutation in our country. We analyze this mutation for primary screening in 

CF pathient.  

 

 آتشٍفی ػضلاًی اػپیٌبل 9 عنوان کلی پانل تشخیصی (SMA ) 

 .هیجبؿذ SMAکِ ػبهل ثیوبسی  SMN1  ٍSMN2دٍ طى  7ٍ  6ثشسػی حزف دس اگضًٍْبی 9  اهداف
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 .ٍ ّوچٌیي تبییذ تـخیق  SMAتـخیق صٍدسع ٍ لجل اص ثشٍص ػلائن ثبلیٌی 9 اهمیت بالینی

Spinal Muscular Atrophy (SMA) 
• Spinal Muscular Atrophy (SMA) is a neuromuscular disease characterized by degeneration of motor neurons 

resulting in progressive muscular atrophy (wasting away) and weakness. The clinical spectrum of SMA ranges 

from early infant death to normal adult life with only mild weakness. These patients often require comprehensive 

medical care involving multiple disciplines, including pediatric pulmonology, pediatric neurology, pediatric 

orthopaedic surgery, pediatric critical care, and physical medicine and rehabilitation; and physical therapy, 

occupational therapy, respiratory therapy, and clinical nutrition. Genetic counseling is also helpful for the parents 

and family members. In order to be diagnosed with Spinal Muscular Atrophy, symptoms need to be present. In 

most cases a diagnosis can be made by the SMN gene test, which determines whether there is at least one copy of 

the SMN1 gene by looking for its unique sequences (that distinguish it from the almost identical SMN2) in exons 

7 and 8.  

 

 ( 15ثشسػی طى کبًکؼیي ) ًبؿٌَایی اسحی 9 عنوان کلی پانل تشخیصی 

دس . کِ ثِ ػٌَاى یکی اص ػَاهل اكلی ًبؿٌَایی ّبی اسحی دس ایشاى ثِ ؿوبس هیشٍد 15هغبلؼِ ٍجَد هَتبػیَى دس طى کبًکؼیي 9  اهداف

 .ضوي ثب ثشسػی ایي ًَع جْؾ ًظشیِ اسحی ثَدى ًبؿٌَایی لبثل پیگیشی اػت

ثِ دًجبل تـخیق هَتبػیَى دس اػضبی خبًَادُ ، اهکبى پیگیشی ًَع جْؾ دس دیگش اػضب ، ثِ خلَف فشصًذ خبًَادُ 9 اهمیت بالینی

.ٍجَد داسد  

Connexin 26 and familial hearing loss 
• Connexin 26 and the most common mutation in this gene,35delG, is very important in hearing loss and 

inheritance of this pattern can be cause familial hearing loss. In this test we analyze this common mutation. If 

there is any ordering, we can analyze whole of connexin 26 for rare mutations.  

 

 ػذم حؼبػیت ثِ آًذسٍطى 9 عنوان کلی پانل تشخیصی (AIS ) 

 ثشسػی هَتبػیًَْبی ؿبیغ طى آًذسٍطى سػپتَس9.  اهداف

ّش گًَِ جْؾ دس طى ایي .آًذسٍطًْب ثب ٍاػغِ گیشًذُ خَد ثبػج توبیض جٌؼی هشداًِ ٍ پیذایؾ فٌَتیپ هشداًِ هیـًَذ9  اهمیت بالینی

یکَلاس ٍ ّشهبفشٍدیتیضم کبرة هشداًِ گیشًذُ ، ثبػج اختلال دس پبػخذّی هٌبػت ثِ آًذسٍطًْب ؿذُ ٍ دس ًتیجِ ثبػج ثشٍص فویٌیضاػیَى تؼت

 .حضَس ّش گًَِ جْؾ دس ػبختبس طى آًذسٍطى سػپتَس ، هیتَاًذ تَجیِ کٌٌذُ فویٌیضاػیَى تؼتیکَلاس ثبؿذ. هیـَد

Androgen insensitivity syndrome 
• Androgen insensitivity syndrome (AIS) is caused by mutations in the androgen receptor (AR) gene that result in 

various degrees of impairment of genital virilisation. It is an X-linked disorder in 46 XY individuals, with wide 

spectrum of clinical manifestations, and has allowed the classification of AIS into complete (CAIS) and partial 

forms (PAIS), as well as a rare group of phonotypical men with azoospermia In this test we analyze androgen 

receptor mutations. 

 

 


