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Quality assessment of screening for neonatal inherited metabolic disease in
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Abstract: Objective To evaluate the quality of neonatal inherited metabolic diseases screening in Chaoyang District,
Beijing Municipality from 2012 to 2021, so as to provide insights into improvements in the screening quality and effi-
ciency of neonatal inherited metabolic diseases. Methods Data pertaining to screening of neonatal inherited metabolic
disease in Chaoyang District from 2012 to 2021 were captured from Beijing Center for Neonatal Disease Screening. The
percentage of screening, eligible rate of blood smears collection, re—examination rate of suspected cases, and definitive
diagnosis of congenital hypothyroidism (CH), phenylketonuria (PKU) and congenital adrenal hyperplasia (CAH) were ana-
lyzed to evaluate the quality of neonatal inherited metabolic diseases screening in Chaoyang District. Results There
were 484 002 live neonates in Chaoyang District from 2012 to 2021, and 481 395 neonates were screened for inherited
metabolic diseases, with a screening rate of 99.46% and 99.71% eligible rate of blood smears collection. A total of
4 305 suspected positive cases were screened, including 4 148 cases recalled for re—examinations, with a 96.35% re—ex-
amination rate of suspected cases, and the re—examination rates of CH, PKU and CAH were 96.37%, 96.79% and
95.65%, respectively. Totally 482 neonates were definitively diagnosed with inherited metabolic diseases, with an overall
incidence rate of 1/999, and the incidence rates of CH (307 cases), hyperthyrotropinemia (103 cases), PKU (66 cases)
and CAH (6 cases) were 1/1 568, 1/4 674, 1/7 294 and 1/20 233, respectively. Conclusions The screening rate and

re—examination rate of neonatal inherited metabolic diseases was both more than 95% in Chaoyang District from 2012
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to 2021. Improving the management of neonatal inherited metabolic diseases screening and the recall of suspected cases

is required.
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Table 1 Screening situation of neonatal inherited metabolic

disease in Chaoyang District from 2012 to 2021

. . U IRERZS S
A T4 PRAEL i A4/ % P
2012 46 666 46 056 98.69 99.69
2013 46 331 46 098 99.50 99.76
2014 55 220 54 383 98.48 99.73
2015 48 732 48 963 100.47 99.60
2016 62 104 61 183 98.52 99.62
2017 54 858 54 810 99.91 99.77
2018 48 818 48 502 99.35 99.70
2019 51 163 51 261 100.19 99.77
2020 36 525 36 692 100.46 99.78
2021 33 585 33 447 99.59 99.71
A1t 484 002 481 395 99.46 99.71
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Table 2 Re-examination rate of neonates with suspected inherited metabolic diseases in Chaoyang District from 2012 to 2021

CH PKU CAH
A
i PO A A 2 PISEAYE A el A K PIsEAYE A el A X %0,
N NI /% N NI 1% N N 1%
2012 251 239 95.22 40 37 92.50 — — — 94.85
2013 343 325 94.75 52 50 96.15 — — — 94.94
2014 261 251 96.17 82 80 97.56 — — — 96.50
2015 317 302 95.27 44 43 97.73 — — — 95.57
2016 257 255 99.22 59 59 100.00 — — — 99.37
2017 173 166 95.95 199 190 95.48 — — — 95.70
2018 236 228 96.61 185 182 98.38 — — — 97.39
2019 364 353 96.98 49 47 95.92 150 146 97.33 96.98
2020 265 256 96.60 50 49 98.00 227 211 92.95 95.20
2021 477 462 96.86 49 46 93.88 175 171 97.71 96.86
&t 2 944 2 837 96.37 809 783 96.79 552 528 95.65 96.35
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Table 3 Definitive diagnosis of neonatal inherited metabolic diseases in Chaoyang District from 2012 to 2021

i CH =i TSH IfiLAE PKU CAH

; Wi AL aTES Wiz RS Wiz 4k Ve Wiz AL RS
2012 14 1/3 290 — — 7 1/6 579 — —
2013 21 1/2 195 3 1/15 366 5 1/9 220 — —
2014 33 1/1 648 8 1/6 798 11 1/4 944 — —
2015 26 1/1 883 13 1/3 766 4 1/12 241 — —
2016 34 1/1 800 12 1/5 099 10 1/6 118 — —
2017 29 1/1 890 10 1/5 481 6 1/9 135 — —
2018 37 1/1 311 13 1/3 730 11 1/4 409 — —
2019 36 1/1 424 20 1/2 563 3 1/17 087 2 1/25 630
2020 36 1/1 019 11 1/3 336 3 1/12 231 3 1/12 231
2021 41 1/816 13 1/2 573 6 1/5 575 1 1/33 447
At 307 1/1 568 103 1/4 674 66 1/7 294 6 1/20 233
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