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{ihW]cnanXn P\nXI ImcW§fpw ]cn]me\hpw 

Frequently Asked Questions - NIDAS 31 

 

 

1. F´mWv {ihW]cnanXn? 

• km[mcW \nehmc¯nÂ tIÄhniànbpÅhÀ¡v tIÄ¡m³ Ignbp¶ iÐ§Ä 

tIÄ¡m³ Ignbm¯ AhØbmWv {ihW]cnanXn 

• CXv kwkmc tijnsbbpw `mjbpsS hfÀ¨sbbpw _m[n¡p¶p 

2. {ihW]cnanXnbpsS ImcW§Ä Fs´ÃmamWv? 

• P\nXI ImcW§Ä sImt−m aäp Npäp]mSv ImcW§Ä sImt−m CXp−mImw. c−p 

ImcW§Ä Hcpan¨p−mIp¶ AhØIfpw ImWs¸Sp¶p 

• 50 % t]cnepw P\nXI ImcW§Ä sIm−mWv CXv kw-̀ -hn-¡p¶Xv. amXm]nXm¡fnÂ 

\n¶pw Ipªp§fnte¡v CXv e`n¨p sIm−ncn¡p¶p. 

• amkw XnIbp¶Xn\p ap³]v P\n¡p¶ Ipªp§Ä, \hPmX inip¡Ä¡p−mIp¶ 

aª¸n¯w, A½amÀ¡p−mIp¶ Nne AWp_m[IÄ, Ipªp§Ä¡v Hcp hbÊn\p 

ap³]p−mIp¶ sa\nss©änkv F¶nhsbms¡ {ihW]cnanXnbpsS ImcW§fmWv.  

3. {ihW]cnanXn t\cs¯ Xs¶ I−p ]nSnt¡− BhiyIX F´v? 

• NnInÕn¡msX h¨mÂ, F{X sNdnb {ihW]cnanXnbmsW¦nepw AXv kwkmcþ`mjm 

hfÀ¨sb _m[n¡p¶p 

• Nne tIkpIfnÂ CXp ZoÀLImet¯¡pÅ hnZym`ymkþ kmaqlnIþ sshImcnIþ 

s]cpamä hfÀ¨sb _m[n¡p¶p 

• t\cs¯ Xncn¨dnªv NnInÕn¡pIbmsW¦nÂ C¯c¯nepÅ {]iv\§Ä Hcp ]cn[n 

hsc Ipdbv¡mt\m XSbmt\m km[n¡pw 

4. Po\pIÄ F¶mÂ F´mWv? 

• icoc¯nse tImi§fpsS hfÀ¨sbbpw {]hÀ¯\s¯bpw \nb{´n¡p¶Xv 

Po\pIfmWv. Hmtcm tImi¯nepw 20000t¯mfw Po\pIÄ sNdnb ̀ mK§fnembn \ne\nÂ¡p¶p. 

• Hmtcm hyànbpsS icoc¯nepw 23 tPmUn t{ImtamtkmapIÄ D−v. 22 tPmUn 

Hmt«mtkmapIfpw 1 tPmUn skI-vkv t{ImtamtkmapIfpw 

• Hmtcm hy-àn-I-fp-sSbpw Po-\p-I-fnÂ, ]-Ip-Xn ]n-Xm-hnÂ \n¶pw ]-Ip-Xn am-Xm-hnÂ \n¶pw 

B-Wv e-̀ n-¡-p-¶Xv.  

5. ayqt«j³ F¶mse´mWv? 



NISH Online Interactive Disability Awareness Seminar (NIDAS)  pg. 2 

• Hcp Po\nsâ t\mÀaÂ AhØbnÂ \n¶papÅ amäs¯ ayqt«j³ F¶p ]dbp¶p. 

• Hcp Po\nÂ D−mIp¶ ayqt«j³, icoc¯nsâ {]hÀ¯\¯n\mhiyamb 

t{]m«o\pIfpsS {]hÀ¯\s¯ {Iahncp²am¡p¶p. 

• A¯c¯nepÅ ayqt«j\pÅhÀ¡mWv P\nXI ImcW§Ä sIm−v {ihW]cnanXn 

D−mIp¶Xv 

6. {ihW]cnanXnbpÅ Ipªn\p Fs´ms¡ ]cntim[\IfmWv \St¯−Xv? 

• ^manen lnÌdn (Pedigree chart) 

• A½sbbpw \-h-Pm-X-in-ip-hn-s\bpw kw-_-Ôn¨ hwimhen (Maternal & Neo Natal 

history) 

• imcocn-I ]cn-tim-[-\-bp-sS I-s−-̄ -epIÄ (Physical Examination findings) 

• Bhiyamb A\p-_-Ô ]cn-tim-[-\-IÄ (Ancillary testing) 

o s]³s{UUv kn³s{Umw F¶ P-\n-XI tcmKw D-Å-h-cnÂ ssXtdmbvUv ^Mvj³ sSÌv 

(Thyroid function test in Pendred Syndrome) 

o sPÀshÂ B³dv emRvPvþ\oÂk¬ kn³s{Umw D-Å-h-cnÂ C.kn.Pn-bnÂ hy-Xym-k-§Ä 

(ECG abnormality in Jerwell & Lange-Nielsen syndrome) 

o AjÀ kn³s{Umw F¶ P-\n-XI tcmKw D-Å-h-cnÂ ImgvN ]cntim[\  

7. P\nXI ]cntim[\ F¶mse´mWv? 

• Nne Po\p-I-fp-sS L-S-\-bntem {]-hÀ-̄ -\¯ntem F-s -́¦nepw am-ä§fpt−m F¶dnbm³ 

Hcp hyànbpsS Un.F³.F ]cntim[n¡p¶XmWv P\nXI ]cntim[\. 

• cà¯nsâ km¼nfnÂ \nt¶m hmbnse Ihn-fn-\-I-̄ p- \nt¶m Un.F³.F 

thÀXncns¨Sp¡mw 

• Un.F³.F e`n¨p IgnªmÂ c−p Xc¯nÂ Ah ]cntim[n¡mw. 

o ayqt«j³ kvs]kn^nIv sSÌnMv (Mutation Specific Testing)- Hcp t{Im-tam-tkm-anÂ am-

ä§Ä DÅ Po\ns\ I−p ]nSn¡p¶p         

o Hcp Po³ apgph³ Un.F³.F koIz³knMv (DNA Sequencing) \S¯n FÃm 

ayqt«j\pIsf Ipdn¨pw ]Tn¡p¶p 

8. P\nXI ]cntim[\bpsS KpW§sfs´Ãmw? 

• F´p sIm−mWv Hcp hyàn¡v {ihW]cnanXnbp−mIp¶Xv F¶v Xncn¨dnbmw 

• GXv ayqt«j\msW¶v Xncn¨dnbp¶Xv tUmÎÀamÀ¡v AhØbpsS Xo{hX 

a\Ênem¡m\pw C\nbp−mIm³ km[yXbpÅ e£W§Ä ap³Iq«n ]dbm\pw klmbn¡p¶p. 

AXp hgn Bhiyamb {i²bpw NnInÕbpw \ÂIm³ Ignbp¶p 
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• P\n¡m³ t]mIp¶ Ipªp§Ä¡v CXv ]Icm\pÅ km[yXbpw a\Ênem¡m³ 

klmbn¡p¶p 

9. P\nXI ]cntim[\bpsS ]cnanXnIsfs´Ãmw? 

• {ihW]cnanXn D−m¡p¶ FÃm Po\pIfpw Xncn¨dnªn«nÃ.  

• Nne sSÌpIÄ FÃm ayqt«j\pIfpw Xncn¨dnbm³ ]mI¯nepÅXÃ. AXp sIm−p 

Xs¶ s\Känhv dnkÂ«v e`n¨mepw sshIeyw D−mIm\pÅ km[yXbp−v 

• \S¯nb ]cntim[\bneqsS Xncn¨dnbm³ Ignbm¯ ayqt«j³ DÅXp sIm−mWv 

C§s\ kw`hn¡p¶Xv. ]cntim[\ \S¯nbXÃm¯ Po\nemWv ayqt«js\¦nepw CXv 

kw`hn¡mw 

10. BZys¯ Ipªn\p P\nXI Imc-Ww sIm-−mWv {ihW]cnanXnbp−mIp-¶-sX-¦nÂ B 

amXm]nXm¡Ä F´mWp sNt¿−Xv? 

• KÀ` k-ab-̄ v Ip-ªn-\p ssh-Ieyw D-−m-Im-\p-Å km[y-X I-W-¡m¡pI (Reproductive 

risk estimation), KÀ`mh-Ø-bnÂ X-s¶ Xn-cn-̈ -dnbpI (Prenatal Diagnosis) F¶nh \S¯m\mbn 

P\änIv Iu¬knen§n\p t]mIpI. 

• P\nXI Imc-Ww sIm-−v {ihW]cnanXnbp-−m-Ip¶ IpªnÂ tam-fn-Iyp-emÀ sS-kv-änMv 

(Molecular testing) \S¯n, ØncoIcn¨mÂ km[yX ]dbm\mIpw 

• P\nXI ]cntim[\bpsS ^ew CsÃ¦nÂ, Hcp tcm-Kw ho−pw D-−m-Im-\p-Å km[yXsb 

(Empirical Recurrence Risk) Iu¬knen§neqsS a-\-Ên-em-¡m³ km-[n¡pw.  

• Z¼XnamÀ X¿mdmsW¦nÂ KÀ`Im-etcmK\nÀ®bw (Prenatal diagnosis), KÀ`-

[mcW¯n\p tijapÅ 13mw BgvN sXm«p XpS§mw 

11. cà_ÔapÅ Z¼XnamcnÂ P\nXI {ihW]cnanXnbpsS km[yX IqSpXemtWm? 

XoÀ-̈ -bm-bpw. {i-h-W-]-cn-anXnbpsS 75%hpw Hmt«m-tkm-aÂ Po-\n-sâ ]n³-hm-§Â {]h-W-X ]m-c-

¼-cy-am-bn e-̀ n-¡p¶-Xp sIm-−mWv. c-à-_-Ô-ap-Åh-sc hn-hm-lw I-gn-¡p-t¼mÄ (D-Zm ap-d-s¨-

dp¡³-b ap-d-s¸-®v), c-−p t]-À-¡pw ]n³-hm-§Â {]-h-W-X-bpÅ H-tc Po³ D-−m-Im-\p-Å km[y-

X Iq-Sp-X-em-Wv. B-b-Xn-\mÂ C¯-cw tI-kp-I-fnÂ Po-\n-sâ ]n³-hm-§Â {]h-W-X Im-c-W-ap-−m-

Ip-¶ {i-h-W-]-cn-an-Xn-¡p km-[y-X Iq-Sp-X-emWv. 

 

12. P\nXI ]cntim[\IÄ FhnsSbmWv \S¯m³ Ignbp¶Xv? P\nXI ]cntim[\IÄ¡p 

[mcmfw ]W¨nehpt−m? 
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• {ih-W-]-cn-an-Xn t]m-ep-Å tI-kp-I-fnÂ Iq-Sp-XÂ Po-\p-IÄ ]cn-tim-[-\-bv-¡p hn-t[-b-am-

t¡-−-Xn-\mÂ ]-W-¨ne-hv Iq-Sm³ km-[y-X-bp−v. F-¶mÂ, C¯-cw ]cn-tim-[-\-IÄ C-¶ hym-]-I-

am-b-Xn-\mÂ ]-W-¨n-e-hpw Ip-d-ªn-cn-¡p¶p. 

• A\p-̀ -h-Úm-\-ap-Å H-cp sa-Un-¡Â P-\-än-kn-kv-äv BWv P\n-X-I ]cn-tim-[-\ \-S-t¯-

−Xv. ]cn-tim-[-\-bv-¡p ap-¼m-bn H-cp {]nþsS-Ìv Iu¬-kn-en-Mv \-S-t¯−-Xv B-h-iy-amWv. Xn-cp-h-

\-́ -]pcw, F-kv.F.Sn. B-ip-]-{Xn-bn-se in-ip tcm-K-hn-̀ m-K-̄ nÂ ]-cn-ioe-\w e-̀ n¨ sa-Un-¡Â P-

\-än-kn-kv-äv D-Å P-\n-X-I e-t_m-d-«-dn-bp−v. tI-c-f-¯nÂ {]-hÀ-̄ n-¡p-¶ Htc-sbm-cp P-\n-X-I e-

t_m-d-«-dn-bm-Wv CXv. 

 

14. P\nXI Imc-Ww sIm-−p−m-Ip¶ {ihW]cnanXn ]qÀ®ambpw amäm³ km[n¡ptam? 

P·\m D-Å {i-h-W-]-cn-an-Xn-bnÂ ]qÀ-®-am-bn t`-Z-s¸-Sp-̄ p-I F-¶p ]-d-bp¶-Xv {i-h-W-]-cn-an-Xn-bp-

sS A-f-hn-s\-bmWv. C-¡me¯v tIm-¢n-bÀ Cw-¹m-tâ-j³ \-S-̄ m-hp-¶-Xn-\mÂ A-Xm-Wv an-I-̈  ]-

cn-lmcw. AÃm-sX C-Xn-\m-bn {U-Kv sX-dm-̧ n-Itfm H¶pw X-s¶-bnÃ. 
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