Detection Rates, Pre-Test Carrier Risks, and Post-Test Residual Risks (Sorted by Disorder)

The detection rates and risks set forth below were derived using publicly available information, including gnomAD (https://gnomad.broadinstitute.org) and ClinVar
(https.//www.ncbi.nlm.nih.gov/clinvar), and the rates were extrapolated using appropriate scientific methodologies. Published studies were used to derive individual carrier risks for CYP21A2,
HBA1/HBA2 and SMIN1. As additional clinical evidence is available, the data in these charts may be updated from time to time. These data are provided for general informational purposes only
and are not intended as a substitute for professional medical judgment or medical advice.
For unknown or mixed ethnicity, consider using the ethnic background with the most conservative risk estimates.

N/A= Not Available

Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Krabbe disease GALC African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 1in371 1in 37,000 1in 150,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in49 1in 4,800 1in 19,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 254 1in 25,000 1in 100,000
South Asian 99 1in43 1in 4,200 1in 17,000
Other (population not assigned) 99 1in 245 1in 24,000 1in 96,000
US general population 99 1lin231 1in 23,000 1in 92,000
L1 syndrome L1CAM African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A
Leber congenital amaurosis AlIPL1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
LCA5 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 1in 219 1in 22,000 1in 88,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
LRAT African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
RD3 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
RDH12 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 1in 474 1in 47,000 1in 190,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 432 1in 43,000 1in 170,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
RPE65 African/African American 99 1in 199 1in 20,000 1in 80,000
Latino/Admixed American 98 1in 406 1in 20,000 1in 80,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1in412 1in 41,000 1in 160,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 413 1in 41,000 1in 160,000
US general population 99 1in 370 1in 37,000 1in 150,000
RPGRIP1 African/African American 98 1in 287 1in 14,000 1in 56,000
Latino/Admixed American 98 1in 283 1in 14,000 1in 56,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 99 1in 306 1in 31,000 1in 120,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 1in 452 1in 23,000 1in 92,000
South Asian 98 1in 413 1in 21,000 1in 84,000
Other (population not assigned) 98 1in 269 1in 13,000 1in 52,000
US general population 98 1in371 1in 19,000 1in 76,000
SPATA7 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 1in 402 1in 20,000 1in 80,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
TULP1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 373 1in 37,000 1in 150,000
Finnish 97 1in 417 1in 14,000 1in 56,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Leigh syndrome FBXL4 African/African American 99 1in 337 1in 34,000 1in 140,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 222 1in 22,000 1in 88,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 250 1in 25,000 1in 100,000
US general population 99 1in 283 1in 28,000 1in 110,000
FOXRED1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 1in 383 1in 19,000 1in 76,000
South Asian 99 1lin414 1in 41,000 1in 160,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 1in451 1in 22,000 1in 88,000
LRPPRC African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 98 1in 326 1in 16,000 1in 64,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
NDUFAF2 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
NDUFAF5 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in 143 1in 14,000 1in 56,000
East Asian 99 1in 148 1in 15,000 1in 60,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1in 383 1in 38,000 1in 150,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 1in 454 1in 45,000 1in 180,000
NDUFS4 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 <1in500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
NDUFS6 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
NDUFS7 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 <1in500 <1in 17,000 <1in 68,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
NDUFV1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 1in 113 1in 11,000 1in 44,000
Non-Finnish European/Caucasian 99 1in 465 1in 46,000 1in 180,000
South Asian 99 1in 348 1in 35,000 1in 140,000
Other (population not assigned) 99 1in 402 1in 40,000 1in 160,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
SURF1 African/African American 98 1in 405 1in 20,000 1in 80,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 98 1lin 341 1in 17,000 1in 68,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 1in 405 1in 20,000 1in 80,000
Leukoencephalopathy with vanishing EIF2B1 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
white matter Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
EIF2B2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 < 1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
EIF2B3 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
EIF2B4 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
EIF2B5 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 1in 485 1in 48,000 1in 190,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in 457 1in 46,000 1in 180,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Limb-girdle muscular dystrophy CAPN3 African/African American 99 1in 169 1in 17,000 1in 68,000
Latino/Admixed American 98 1in 286 1in 14,000 1in 56,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1lin131 1in 13,000 1in 52,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 99 1lin 167 1in 17,000 1in 68,000
South Asian 99 1in 382 1in 38,000 1in 150,000
Other (population not assigned) 99 1in 265 1in 26,000 1in 100,000
US general population 99 1in 183 1in 18,000 1in 72,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
DYSF African/African American 99 1lin 143 1in 14,000 1in 56,000
Latino/Admixed American 99 1in 189 1in 19,000 1in 76,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1lin 168 1in 17,000 1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 263 1in 26,000 1in 100,000
South Asian 99 1in 298 1in 30,000 1in 120,000
Other (population not assigned) 99 1in 248 1in 25,000 1in 100,000
US general population 99 1in 220 1in 22,000 1in 88,000
FKRP African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 1in413 1in 41,000 1in 160,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in 266 1in 27,000 1in 110,000
Finnish 99 1in272 1in 27,000 1in 110,000
Non-Finnish European/Caucasian 99 1in 190 1in 19,000 1in 76,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 246 1in 25,000 1in 100,000
US general population 99 1in 247 1in 25,000 1in 100,000
POMGNT1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 1in 202 1in 20,000 1in 80,000
Non-Finnish European/Caucasian 99 1in 313 1in 31,000 1in 120,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 1lin414 1in 41,000 1in 160,000
POMT1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 1in 301 1in 10,000 1in 40,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 1in 449 1in 22,000 1in 88,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 98 1in 458 1in 23,000 1in 92,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
POMT2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
SGCA African/African American 99 1in 469 1in 47,000 1in 190,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in 283 1in 28,000 1in 110,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1in 266 1in 27,000 1in 110,000
Non-Finnish European/Caucasian 99 1in 348 1in 35,000 1in 140,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 341 1in 34,000 1in 140,000
US general population 99 1in 430 1in 43,000 1in 170,000
SGCB African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
SGCD African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
SGCG African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
TRAPPC11  |African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 1lin421 1in 42,000 1in 170,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
TRIM32 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
Lipoprotein lipase deficiency, familial LPL African/African American 98 <1in 500 < 1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 128 1in 13,000 1in 52,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Long-chain 3-hydroxyacyl-CoA HADHA African/African American 99 1lin 444 1in 44,000 1in 180,000
dehydrogenase (LCHAD) deficiency Latino/Admixed American 99 1in 392 1in 39,000 1in 160,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 1lin 127 1in 13,000 1in 52,000
Non-Finnish European/Caucasian 99 1lin 216 1in 22,000 1in 88,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 249 1in 25,000 1in 100,000
US general population 99 1in 267 1in 27,000 1in 110,000
Lysinuric protein intolerance SLC7A7 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1lin 110 1in 11,000 1in 44,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
Lysosomal acid lipase deficiency LIPA African/African American 99 <1in 500 <1in 50,000 < 1in 200,000
Latino/Admixed American 99 1in 327 1in 33,000 1in 130,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in 232 1in 23,000 1in 92,000
South Asian 99 1in 450 1in 45,000 1in 180,000
Other (population not assigned) 99 1in 343 1in 34,000 1in 140,000
US general population 99 1in 285 1in 28,000 1in 110,000
Macular corneal dystrophy CHST6 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Maple syrup urine disease BCKDHA African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
BCKDHB African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 1in 404 1in 40,000 1in 160,000
Ashkenazi Jewish 99 1in74 1in 7,300 1in 29,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1in 175 1in 17,000 1in 68,000
Non-Finnish European/Caucasian 99 1in 349 1in 35,000 1in 140,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 98 1in 378 1in 19,000 1in 76,000
US general population 99 1in 392 1in 39,000 1in 160,000
DBT African/African American 99 1in 380 1in 38,000 1in 150,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in 342 1in 34,000 1in 140,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 1in 429 1in 43,000 1in 170,000
Medium-chain acyl-CoA dehydrogenase |[ACADM African/African American 99 1in 187 1in 19,000 1in 76,000
(MCAD) deficiency Latino/Admixed American 99 1in 122 1in 12,000 1in 48,000
Ashkenazi Jewish 99 lin114 1in 11,000 1in 44,000
East Asian 99 1in 368 1in 37,000 1in 150,000
Finnish 99 1in 399 1in 40,000 1in 160,000
Non-Finnish European/Caucasian 99 1in56 1in 5,500 1in 22,000
South Asian 99 1in 190 1in 19,000 1in 76,000
Other (population not assigned) 99 1lin67 1in 6,600 1in 26,000
US general population 99 1in73 1in 7,200 1in 29,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Megalencephalic leukoencephalopathy |MLC1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
with subcortical cysts type 1 Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in 192 1in 19,000 1in 76,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Metachromatic leukodystrophy ARSA African/African American 98 1in 315 1in 16,000 1in 64,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 320 1in 32,000 1in 130,000
Finnish 99 1in 236 1in 24,000 1in 96,000
Non-Finnish European/Caucasian 99 1in 135 1in 13,000 1in 52,000
South Asian 99 1in 386 1in 39,000 1in 160,000
Other (population not assigned) 99 1in 152 1in 15,000 1in 60,000
US general population 99 1in 178 1in 18,000 1in 72,000
PSAP African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Methylmalonic acidemia MCEE African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
MMAA African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
MMAB African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 1in 442 1in 22,000 1in 88,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
MMUT African/African American 99 1in170 1in 17,000 1in 68,000
Latino/Admixed American 99 1in 185 1in 18,000 1in 72,000
Ashkenazi Jewish 99 1in316 1in 32,000 1in 130,000
East Asian 99 1lin116 1in 12,000 1in 48,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in 329 1in 33,000 1in 130,000
South Asian 99 1in 239 1in 24,000 1in 96,000
Other (population not assigned) 99 1in 365 1in 36,000 1in 140,000
US general population 99 1in 248 1in 25,000 1in 100,000
Methylmalonic acidemia with ABCD4 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
homocystinuria Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result

HCFC1 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 97 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 97 N/A N/A N/A

LMBRD1 African/African American 99 1in363 1in 36,000 1in 140,000
Latino/Admixed American 98 <1in500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 1in 416 1in 14,000 1in 56,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 98 1in 491 1in 25,000 1in 100,000

MMACHC African/African American 98 1lin274 1in 14,000 1in 56,000
Latino/Admixed American 98 1in 83 1in 4,100 1in 16,000
Ashkenazi Jewish 97 1in 179 1in 5,900 1in 24,000
East Asian 99 1in 255 1in 25,000 1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 98 1lin 167 1in 8,300 1in 33,000
South Asian 99 1in 239 1in 24,000 1in 96,000
Other (population not assigned) 98 1lin 162 1in 8,100 1in 32,000
US general population 98 1in 149 1in 7,400 1in 30,000

MMADHC African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Mevalonate kinase deficiency MVK African/African American 99 1in 332 1in 33,000 1in 130,000
Latino/Admixed American 99 1in 281 1in 28,000 1in 110,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1lin 341 1in 34,000 1in 140,000
Non-Finnish European/Caucasian 99 1in 156 1in 16,000 1in 64,000
South Asian 99 1in 365 1in 36,000 1in 140,000
Other (population not assigned) 99 1lin 254 1in 25,000 1in 100,000
US general population 99 1in 194 1in 19,000 1in 76,000
Microcephaly, postnatal progressive, MED17 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
with seizures and brain atrophy Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
Mitochondrial complex deficiency SCO2 African/African American 99 <1in 500 <1in 50,000 < 1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 1in 225 1in 22,000 1in 88,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 lin6l 1in 2,000 1in 8,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
Mitochondrial complex | deficiency ACAD9 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Mitochondrial complex V deficiency TMEM?70 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Mitochondrial DNA depletion MPV17 African/African American 99 1in 468 1in 47,000 1in 190,000
syndrome, MPV17-related Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
Mitochondrial DNA depletion TK2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
syndrome, TK2-related Latino/Admixed American 99 1lin 444 1in 44,000 1in 180,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1lin 264 1in 26,000 1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Mitochondrial myopathy, lactic PUS1 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
acidosis, and sideroblastic anemia Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Mitochondrial neurogastrointestinal TYMP African/African American 99 1in 417 1in 42,000 1in 170,000
encephalopathy (MNGIE) disease Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 1in 410 1in 41,000 1in 160,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Mitochondrial trifunctional protein HADHB African/African American 99 <1in 500 <1in 50,000 <1in 200,000
deficiency Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
Molybdenum cofactor deficiency GPHN African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 97 <1in 500 <1in 17,000 <1in 68,000
MOCS1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
MOCS2 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 97 1in 451 1in 15,000 1in 60,000
US general population 97 <1in 500 <1in 17,000 <1in 68,000
Mucolipidosis Ill gamma GNPTG African/African American 97 1in 394 1in 13,000 1in 52,000
Latino/Admixed American 97 <1in500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 97 <1in 500 <1in 17,000 <1in 68,000
Mucolipidosis type Il and Il GNPTAB African/African American 97 1in 180 1in 6,000 1in 24,000
Latino/Admixed American 97 1in 306 1in 10,000 1in 40,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 1in 391 1in 39,000 1in 160,000
Finnish 97 1in 165 1in 5,500 1in 22,000
Non-Finnish European/Caucasian 98 1in 258 1in 13,000 1in 52,000
South Asian 98 1in 319 1in 16,000 1in 64,000
Other (population not assigned) 97 1in 295 1in 9,800 1in 39,000
US general population 98 1in 256 1in 13,000 1in 52,000
Mucolipidosis type IV MCOLN1 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in118 1in 12,000 1in 48,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result

Mucopolysaccharidosis type | IDUA African/African American 99 1in 447 1in 45,000 1in 180,000
Latino/Admixed American 99 <1in 500 <1in 50,000 < 1in 200,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 99 1lin421 1in 42,000 1in 170,000
Finnish 99 1in 178 1in 18,000 1in 72,000
Non-Finnish European/Caucasian 99 1in98 1in 9,700 1in 39,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 1in 354 1in 35,000 1in 140,000
US general population 99 1in 142 1in 14,000 1in 56,000

Mucopolysaccharidosis type Il IDS African/African American 99 N/A N/A N/A
Latino/Admixed American 97 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 97 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 97 N/A N/A N/A

Mucopolysaccharidosis type lll GNS African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000

HGSNAT African/African American 99 <1in 500 <1in 50,000 <1in 200,000

Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 99 1in 482 1in 48,000 1in 190,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 485 1in 48,000 1in 190,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
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NAGLU African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in 466 1in 47,000 1in 190,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1lin 344 1in 34,000 1in 140,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 1in 425 1in 42,000 1in 170,000
SGSH African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 1in474 1in 47,000 1in 190,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1in 463 1in 46,000 1in 180,000
Non-Finnish European/Caucasian 99 1in 232 1in 23,000 1in 92,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 1in 298 1in 30,000 1in 120,000
Mucopolysaccharidosis type IVA GALNS African/African American 99 1in 441 1in 44,000 1in 180,000
Latino/Admixed American 99 1in 317 1in 32,000 1in 130,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in 488 1in 49,000 1in 200,000
Finnish 98 1in 469 1in 23,000 1in 92,000
Non-Finnish European/Caucasian 99 1in 428 1in 43,000 1in 170,000
South Asian 99 1in433 1in 43,000 1in 170,000
Other (population not assigned) 99 1in 307 1in 31,000 1in 120,000
US general population 99 1in 401 1in 40,000 1in 160,000
Mucopolysaccharidosis type IX HYAL1 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 98 <1in 500 < 1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Mucopolysaccharidosis type VI ARSB African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1in 358 1in 36,000 1in 140,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Mucopolysaccharidosis type VI GUSB African/African American 99 1lin 427 1in 43,000 1in 170,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
Multiple pterygium syndrome CHRNG African/African American 97 1in 365 1in 12,000 1in 48,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 1in 466 1in 47,000 1in 190,000
Non-Finnish European/Caucasian 97 1in 338 1in 11,000 1in 44,000
South Asian 98 1in393 1in 20,000 1in 80,000
Other (population not assigned) 97 1in 452 1in 15,000 1in 60,000
US general population 97 1in 379 1in 13,000 1in 52,000
Multiple sulfatase deficiency SUMF1 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in273 1in 27,000 1in 110,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
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Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Muscular dystrophy, LAMA2-related LAMA2 African/African American 99 1in 249 1in 25,000 1in 100,000
Latino/Admixed American 97 1in133 1in 4,400 1in 18,000
Ashkenazi Jewish 99 1in 296 1in 30,000 1in 120,000
East Asian 99 1in 345 1in 34,000 1in 140,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 1in 206 1in 10,000 1in 40,000
South Asian 98 1in 325 1in 16,000 1in 64,000
Other (population not assigned) 99 1lin 414 1in 41,000 1in 160,000
US general population 98 1in 197 1in 9,800 1in 39,000
Myotonia congenita CLCN1 African/African American 99 1lin 264 1in 26,000 1in 100,000
Latino/Admixed American 99 1lin 241 1in 24,000 1in 96,000
Ashkenazi Jewish 99 1in 126 1in 13,000 1in 52,000
East Asian 99 1in 248 1in 25,000 1in 100,000
Finnish 99 1in25 1in 2,400 1in 9,600
Non-Finnish European/Caucasian 99 lin76 1in 7,500 1in 30,000
South Asian 99 1in411 1in 41,000 1in 160,000
Other (population not assigned) 99 1in 69 1in 6,800 1in 27,000
US general population 99 1lin101 1in 10,000 1in 40,000
Myotubular myopathy MTM1 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A
N-acetylglutamate synthetase NAGS African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
deficiency Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
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Nemaline myopathy NEB African/African American 93 1in 125 1in 1,800 1in 7,200
Latino/Admixed American 99 1in 256 1in 26,000 1in 100,000
Ashkenazi Jewish 99 1in 304 1in 30,000 1in 120,000
East Asian 98 1in 273 1in 14,000 1in 56,000
Finnish 99 1in 139 1in 14,000 1in 56,000
Non-Finnish European/Caucasian 92 1in137 1in 1,700 1in 6,800
South Asian 98 1lin 234 1in 12,000 1in 48,000
Other (population not assigned) 99 1in 133 1in 13,000 1in 52,000
US general population 99 1in 152 1in 15,000 1in 60,000

Nephrogenic diabetes insipidus AVPR2 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A

Nephrotic syndrome NPHS1 African/African American 98 1in 304 1in 15,000 1in 60,000
Latino/Admixed American 99 1in 398 1in 40,000 1in 160,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 1in 38 1in 1,200 1in 4,800
Non-Finnish European/Caucasian 99 1in 206 1in 21,000 1in 84,000
South Asian 98 1in 355 1in 18,000 1in 72,000
Other (population not assigned) 99 1in 213 1in 21,000 1in 84,000
US general population 99 1in 245 1in 24,000 1in 96,000

NPHS2 African/African American 99 1in 489 1in 49,000 1in 200,000

Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1lin 261 1in 26,000 1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 386 1in 39,000 1in 160,000
US general population 99 1in 351 1in 35,000 1in 140,000
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Neurodegeneration with brain iron ATP13A2 African/African American 97 lin211 1in 7,000 1in 28,000
accumulation disorder Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 1in 192 1in 6,400 1in 26,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
C190RF12 |African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
COASY African/African American 99 1in 169 1in 17,000 1in 68,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 1in 350 1in 12,000 1in 48,000
South Asian 99 1in 448 1in 45,000 1in 180,000
Other (population not assigned) 97 1in 492 1in 16,000 1in 64,000
US general population 98 1in 356 1in 18,000 1in 72,000
CcP African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 97 1lin314 1in 10,000 1in 40,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 1in 460 1in 15,000 1in 60,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
DCAF17 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
FA2H African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
PLA2G6 African/African American 99 1in303 1in 30,000 1in 120,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 255 1in 25,000 1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in474 1in 47,000 1in 190,000
South Asian 99 lin411 1in 41,000 1in 160,000
Other (population not assigned) 98 1in 403 1in 20,000 1in 80,000
US general population 99 1in 454 1in 45,000 1in 180,000
Neuronal ceroid-lipofuscinosis CLN3 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
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CLN5 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
CLN6 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
CLN8 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1in431 1in 43,000 1in 170,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
CTSD African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
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CTSF African/African American 99 1in416 1in 42,000 1in 170,000
Latino/Admixed American 99 <1in 500 <1in 50,000 < 1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 335 1in 33,000 1in 130,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
KCTD7 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
MFSD8 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
PPT1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 1lin74 1in 7,300 1in 29,000
Non-Finnish European/Caucasian 99 1in 304 1in 30,000 1in 120,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 190 1in 19,000 1in 76,000
US general population 99 1in 427 1in 43,000 1in 170,000
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TPP1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 98 1in 281 1in 14,000 1in 56,000
Non-Finnish European/Caucasian 99 1in 281 1in 28,000 1in 110,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 318 1in 32,000 1in 130,000
US general population 99 1lin361 1in 36,000 1in 140,000
Niemann-Pick disease type C NPC1 African/African American 99 1in421 1in 42,000 1in 170,000
Latino/Admixed American 99 1in 386 1in 39,000 1in 160,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 1lin 444 1in 44,000 1in 180,000
Finnish 98 1in 438 1in 22,000 1in 88,000
Non-Finnish European/Caucasian 99 1lin231 1in 23,000 1in 92,000
South Asian 99 1lin 414 1in 41,000 1in 160,000
Other (population not assigned) 99 1in 359 1in 36,000 1in 140,000
US general population 99 1in 276 1in 27,000 1in 110,000
NPC2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Niemann-Pick disease types A and B SMPD1 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1in 107 1in 11,000 1in 44,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 99 1in 460 1in 46,000 1in 180,000
South Asian 99 1in 304 1in 30,000 1in 120,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
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Nijmegen breakage syndrome NBN African/African American 98 <1in 500 < 1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 1in 435 1in 43,000 1in 170,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 1in 399 1in 40,000 1in 160,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000

Oculocutaneous albinism OCA2 African/African American 98 1in49 1in 2,400 1in 9,600
Latino/Admixed American 99 1in 153 1in 15,000 1in 60,000
Ashkenazi Jewish 99 lin91 1in 9,000 1in 36,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1in 392 1in 39,000 1in 160,000
Non-Finnish European/Caucasian 99 1in73 1in 7,200 1in 29,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 1in 120 1in 12,000 1in 48,000
US general population 99 1in 80 1in 7,900 1in 32,000

TYR African/African American 99 1in 106 1in 11,000 1in 44,000

Latino/Admixed American 99 1in 86 1in 8,500 1in 34,000
Ashkenazi Jewish 99 lin21 1in 2,000 1in 8,000
East Asian 99 1in 158 1in 16,000 1in 64,000
Finnish 99 1in42 1in 4,100 1in 16,000
Non-Finnish European/Caucasian 99 1in51 1in 5,000 1in 20,000
South Asian 99 1in 99 1in 9,800 1in 39,000
Other (population not assigned) 99 1in49 1in 4,800 1in 19,000
US general population 99 1in62 1in 6,100 1in 24,000

Omenn syndrome DCLRE1C African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
RAG1 African/African American 99 1in 478 1in 48,000 1in 190,000
Latino/Admixed American 99 <1in 500 <1in 50,000 < 1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 420 1in 42,000 1in 170,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in421 1in 42,000 1in 170,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in331 1in 33,000 1in 130,000
US general population 99 1in 445 1in 44,000 1in 180,000
RAG2 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
Opitz G/BBB syndrome MID1 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 98 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A
Ornithine transcarbamylase deficiency |OTC African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Ornithine translocase deficiency SLC25A15 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 1in 301 1in 30,000 1in 120,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 < 1in 100,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Osteogenesis imperfecta, autosomal BMP1 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
recessive Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
CRTAP African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
FKBP10 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
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Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
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P3H1 African/African American 99 1lin 157 1in 16,000 1in 64,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
PLOD2 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 1lin261 1in 26,000 1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
PPIB African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 97 <1in 500 <1in 17,000 <1in 68,000
SERPINF1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
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Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
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TMEM38B |African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
WNT1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
Osteopetrosis OSTM1 African/African American 99 <1in500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
TCIRG1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 1lin 467 1in 47,000 1in 190,000
Ashkenazi Jewish 99 1in417 1in 42,000 1in 170,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in417 1in 42,000 1in 170,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 1in 466 1in 47,000 1in 190,000
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TNFSF11 African/African American 99 <1in 500 <1in 50,000 <1in 200,000

Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000

Pantothenate kinase-associated PANK?2 African/African American 97 <1in 500 <1in 17,000 <1in 68,000

neurodegeneration Latino/Admixed American 98 1lin444 1in 22,000 1in 88,000
Ashkenazi Jewish 98 <1in 500 <1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 97 1in 427 1in 14,000 1in 56,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000

Pelizaeus-Merzbacher disease PLP1 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 99 N/A N/A N/A
Finnish 99 N/A N/A N/A
Non-Finnish European/Caucasian 99 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 99 N/A N/A N/A

Pendred syndrome SLC26A4 African/African American 99 1lin154 1in 15,000 1in 60,000
Latino/Admixed American 99 1in97 1in 9,600 1in 38,000
Ashkenazi Jewish 99 1lin67 1in 6,600 1in 26,000
East Asian 99 1in52 1in 5,100 1in 20,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in79 1in 7,800 1in 31,000
South Asian 99 1in77 1in 7,600 1in 30,000
Other (population not assigned) 99 1in 138 1in 14,000 1in 56,000
US general population 99 1in 87 1in 8,600 1in 34,000
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Peroxisomal acyl-CoA oxidase deficiency|ACOX1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
Phenylalanine hydroxylase deficiency, |PAH African/African American 99 1in 135 1in 13,000 1in 52,000
includes phenylketonuria (PKU) Latino/Admixed American 99 1lin74 1in 7,300 1in 29,000
Ashkenazi Jewish 99 1in17 1in 1,600 1in 6,400
East Asian 99 1in83 1in 8,200 1in 33,000
Finnish 99 1in172 1in 17,000 1in 68,000
Non-Finnish European/Caucasian 99 1in39 1in 3,800 1in 15,000
South Asian 99 1lin 82 1in 8,100 1in 32,000
Other (population not assigned) 99 1lin41 1in 4,000 1in 16,000
US general population 99 1in49 1in 4,800 1in 19,000
Phosphoglycerate dehydrogenase PHGDH African/African American 97 <1in 500 <1in 17,000 <1in 68,000
deficiency Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 1lin324 1in 32,000 1in 130,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
Pitt-Hopkins-like syndrome 1 CNTNAP2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
POLG-related disorders POLG African/African American 99 1lin 144 1in 14,000 1in 56,000
Latino/Admixed American 99 1lin171 1in 17,000 1in 68,000
Ashkenazi Jewish 99 1in 115 1in 11,000 1in 44,000
East Asian 99 1in53 1in 5,200 1in 21,000
Finnish 99 1in62 1in 6,100 1in 24,000
Non-Finnish European/Caucasian 99 1in49 1in 4,800 1in 19,000
South Asian 99 1in 255 1in 25,000 1in 100,000
Other (population not assigned) 99 1lin67 1in 6,600 1in 26,000
US general population 99 lin64 1in 6,300 1in 25,000
Polycystic kidney disease, autosomal PKHD1 African/African American 99 1in 153 1in 15,000 1in 60,000
recessive Latino/Admixed American 98 1lin 144 1in 7,200 1in 29,000
Ashkenazi Jewish 97 1in 62 1in 2,000 1in 8,000
East Asian 99 1in 184 1in 18,000 1in 72,000
Finnish 99 1in 38 1in 3,700 1in 15,000
Non-Finnish European/Caucasian 99 1in92 1in 9,100 1in 36,000
South Asian 99 1in 187 1in 19,000 1in 76,000
Other (population not assigned) 99 1in 96 1in 9,500 1in 38,000
US general population 99 1in 107 1in 11,000 1in 44,000
Polymicrogyria ADGRG1 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Pompe disease GAA African/African American 99 1in83 1in 8,200 1in 33,000
Latino/Admixed American 99 1in 119 1in 12,000 1in 48,000
Ashkenazi Jewish 99 1in77 1in 7,600 1in 30,000
East Asian 99 1in 66 1in 6,500 1in 26,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in59 1in 5,800 1in 23,000
South Asian 99 1lin 147 1in 15,000 1in 60,000
Other (population not assigned) 99 1in77 1in 7,600 1in 30,000
US general population 99 1in 69 1in 6,800 1in 27,000
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Pontocerebellar hypoplasia AMPD2 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
CHMP1A African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
CLP1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000
EXOSC3 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 99 1in 496 1in 50,000 1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 < 1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 1in 406 1in 41,000 1in 160,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 1in 457 1in 46,000 1in 180,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
RARS2 African/African American 98 1lin421 1in 21,000 1in 84,000
Latino/Admixed American 99 1in 199 1in 20,000 1in 80,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 98 1in 364 1in 18,000 1in 72,000
South Asian 99 1in 478 1in 48,000 1in 190,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 1in 328 1in 33,000 1in 130,000
SEPSECS African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 1in163 1in 16,000 1in 64,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
TSEN2 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 99 1in 282 1in 28,000 1in 110,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
TSEN34 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
TSEN54 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 242 1in 24,000 1in 96,000
South Asian 98 <1in 500 <1in 25,000 < 1in 100,000
Other (population not assigned) 99 1in 306 1in 31,000 1in 120,000
US general population 99 1in 332 1in 33,000 1in 130,000
VPS53 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 98 <1in500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
VRK1 African/African American 97 <1in 500 <1in 17,000 <1in 68,000
Latino/Admixed American 99 1in 456 1in 46,000 1in 180,000
Ashkenazi Jewish 99 1in 297 1in 30,000 1in 120,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 98 <1in 500 <1in 25,000 <1in 100,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 1in 202 1in 20,000 1in 80,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Primary congenital glaucoma CYP1B1 African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 1in 247 1in 12,000 1in 48,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 1in 393 1in 39,000 1in 160,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 1in 201 1in 20,000 1in 80,000
South Asian 99 1lin274 1in 27,000 1in 110,000
Other (population not assigned) 99 1in 128 1in 13,000 1in 52,000
US general population 98 1in231 1in 11,000 1in 44,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result

Primary hyperoxaluria AGXT African/African American 99 1in 398 1in 40,000 1in 160,000
Latino/Admixed American 99 1in 443 1in 44,000 1in 180,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in 185 1in 18,000 1in 72,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 235 1in 23,000 1in 92,000
South Asian 99 1lin 341 1in 34,000 1in 140,000
Other (population not assigned) 99 1lin 257 1in 26,000 1in 100,000
US general population 99 1in271 1in 27,000 1in 110,000

GRHPR African/African American 98 <1in 500 <1in 25,000 <1in 100,000
Latino/Admixed American 98 <1in500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 98 <1in 500 < 1in 25,000 <1in 100,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 97 1in 469 1in 16,000 1in 64,000
South Asian 99 1in 333 1in 33,000 1in 130,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 98 <1in 500 <1in 25,000 <1in 100,000
HOGA1 African/African American 99 1in 425 1in 42,000 1in 170,000

Latino/Admixed American 99 1in 285 1in 28,000 1in 110,000
Ashkenazi Jewish 97 1in 48 1in 1,600 1in 6,400
East Asian 99 1lin113 1in 11,000 1in 44,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 183 1in 18,000 1in 72,000
South Asian 99 1in420 1in 42,000 1in 170,000
Other (population not assigned) 99 1in 136 1in 14,000 1in 56,000
US general population 99 1in 207 1in 21,000 1in 84,000

Primary microcephaly MCPH1 African/African American 98 1in 488 1in 24,000 1in 96,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 lin 241 1in 24,000 1in 96,000
Finnish 97 1in 202 1in 6,700 1in 27,000
Non-Finnish European/Caucasian 99 1in416 1in 42,000 1in 170,000
South Asian 98 <1in 500 <1in 25,000 <1in 100,000
Other (population not assigned) 98 1lin 401 1in 20,000 1in 80,000
US general population 99 1in 445 1in 44,000 1in 180,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Progressive familial intrahepatic ABCB11 African/African American 99 1in 456 1in 46,000 1in 180,000
cholestasis Latino/Admixed American 99 1in 477 1in 48,000 1in 190,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 1in 325 1in 32,000 1in 130,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 1in 350 1in 35,000 1in 140,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in374 1in 37,000 1in 150,000
US general population 99 1in 383 1in 38,000 1in 150,000
ABCB4 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1in 467 1in 47,000 1in 190,000
South Asian 99 1lin 494 1in 49,000 1in 200,000
Other (population not assigned) 98 <1in 500 <1in 25,000 <1in 100,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
ATP8B1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
Progressive pseudorheumatoid CCN6 African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
dysplasia Latino/Admixed American 97 <1in 500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 99 <1in 500 <1in 50,000 < 1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Propionic acidemia PCCA African/African American 99 1in 494 1in 49,000 1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 97 <1in 500 <1in 17,000 <1in 68,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
pPCCB African/African American 97 1in274 1in 9,100 1in 36,000
Latino/Admixed American 97 <1in500 <1in 17,000 <1in 68,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 1in 265 1in 26,000 1in 100,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 98 <1in500 <1in 25,000 <1in 100,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 98 1in 488 1in 24,000 1in 96,000
Pseudocholinesterase deficiency BCHE African/African American 99 1in77 1in 7,600 1in 30,000
Latino/Admixed American 99 1in 36 1in 3,500 1in 14,000
Ashkenazi Jewish 99 lin21 1in 2,000 1in 8,000
East Asian 98 1in 143 1in 7,100 1in 28,000
Finnish 99 1in36 1in 3,500 1in 14,000
Non-Finnish European/Caucasian 99 1in18 1in 1,700 1in 6,800
South Asian 99 1in58 1in 5,700 1in 23,000
Other (population not assigned) 99 lin21 1in 2,000 1in 8,000
US general population 99 1in23 1in 2,200 1in 8,800
Pulmonary surfactant metabolism ABCA3 African/African American 99 1lin 251 1in 25,000 1in 100,000
dysfunction Latino/Admixed American 99 1in 299 1in 30,000 1in 120,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Finnish 99 1in 485 1in 48,000 1in 190,000
Non-Finnish European/Caucasian 99 1in 104 1in 10,000 1in 40,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 1in 248 1in 25,000 1in 100,000
US general population 99 1lin 140 1in 14,000 1in 56,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Pycnodysostosis CTSK African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 < 1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 < 1in 50,000 <1in 200,000
Pyridoxal 5'-phosphate-dependent PNPO African/African American 99 <1in 500 <1in 50,000 <1in 200,000
epilepsy Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 98 <1in 500 <1in 25,000 <1in 100,000
Finnish 99 <1in 500 <1in 50,000 <1in 200,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
Pyridoxine-dependent epilepsy ALDH7A1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 1in 326 1in 33,000 1in 130,000
South Asian 99 1in 407 1in 41,000 1in 160,000
Other (population not assigned) 99 1in 375 1in 37,000 1in 150,000
US general population 99 1in 390 1in 39,000 1in 160,000
Pyruvate carboxylase deficiency PC African/African American 99 <1in 500 < 1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000




Disorder Gene Ethnicity Detection Individual Carrier |Individual Residual Risk of Affected Fetus When One
Rate (%) Risk Risk After Negative Partner has a Carrier Result and One
Result Partner has a Negative Result
Pyruvate dehydrogenase deficiency PDHA1 African/African American 99 N/A N/A N/A
Latino/Admixed American 99 N/A N/A N/A
Ashkenazi Jewish 99 N/A N/A N/A
East Asian 97 N/A N/A N/A
Finnish 97 N/A N/A N/A
Non-Finnish European/Caucasian 97 N/A N/A N/A
South Asian 99 N/A N/A N/A
Other (population not assigned) 99 N/A N/A N/A
US general population 97 N/A N/A N/A
PDHB African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 98 <1in 500 <1in 25,000 <1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 99 <1in 500 <1in 50,000 < 1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 <1in 200,000
PDHX African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 99 <1in 500 <1in 50,000 <1in 200,000
Ashkenazi Jewish 97 <1in 500 <1in 17,000 <1in 68,000
East Asian 99 <1in 500 <1in 50,000 <1in 200,000
Finnish 98 <1in 500 <1in 25,000 < 1in 100,000
Non-Finnish European/Caucasian 99 <1in 500 <1in 50,000 <1in 200,000
South Asian 97 <1in 500 <1in 17,000 <1in 68,000
Other (population not assigned) 99 <1in 500 <1in 50,000 <1in 200,000
US general population 99 <1in 500 <1in 50,000 < 1in 200,000
PDP1 African/African American 99 <1in 500 <1in 50,000 <1in 200,000
Latino/Admixed American 98 <1in 500 <1in 25,000 <1in 100,000
Ashkenazi Jewish 99 <1in 500 <1in 50,000 <1in 200,000
East Asian 97 <1in 500 <1in 17,000 <1in 68,000
Finnish 97 <1in 500 <1in 17,000 <1in 68,000
Non-Finnish European/Caucasian 97 <1in 500 <1in 17,000 <1in 68,000
South Asian 99 <1in 500 <1in 50,000 <1in 200,000
Other (population not assigned) 99 <1in 500 <1in 50,000 < 1in 200,000
US general population 98 <1in 500 <1in 25,000 < 1in 100,000




