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OWNBKWN: KNTMHNYECKUE N MONEKYJTAPHO-TEHETUYECKUE XAPAKTEPUCTUKIA
NALUMEHTOB C HAPYLUEHUEM ®OOPMUPOBAHUA MNMOJIA 46,XY, OBYCJIOBJIEHHbIM

MYTALUAMMU B TEHE NR5A1
[Mpo6nembl sSHROKpHHONOrMN. 2020;66(3):62-69. https://doi.org/10.14341/probl12445

© H.I0. KannHueHko'*, A.A. KonoakuHa', H.t0. Painropopackas?, A.H. Tionbnakos'

"HaumoHanbHbIN MegULMHCKUIA NCCNefoBaTENbCKNIA LEHTP SHAOKpMHOoNornn, Mocksa, Poccua
2CapaToBCKUI rocyAapCTBEHHbIN MeAULUHCKIIA yHUBepcuTeT nM. B.U. PasymoBckoro, CapaTtos, Poccus

B cTaTtbe «KnnHuyeckne n MoneKkynapHo-reHeTUYecKme XxapakTepucTKy NaLMeHToB C HapyweHuem GopmMrUpoBaHKA nona
46,XY, obycnosneHHbIM MyTauuamu B reHe NR5A1», ony6nvkoBaHHoM B T. 66 N2 3 xypHana «[pobnembl JHLOKPUHONOrUN»
3a 2020 r. (doi: 10.14341/probl12445), nonyLieHbl oWNGKM:

- B aHHoTauun «Cpefy obHapy»KeHHbIX MyTaumin 15 paHee onuncaHbl He Hbinun» Bbina ucnpasneHa uHGopmauma Ha «Cpeam
O06HapyXeHHbIX MyTaLui 22 paHee onncaHbl He Obinny;

- B noppasaene PE3YNIbTATDI «Y 36 nauuneHTOB 6b110 BbiiBNEHO 31 BapuaHT B reHe NR5AT, 15 13 KOTOPbIX paHee onmncaHbl
He 6blNn» BHECEHbI U3MEHEHMA Ha «Y 36 NauneHToB 6b10 BbiABEHO 31 BapuaHT B reHe NR5AT, 22 13 KOTOpbIX paHee
onucaHbl He BbInn;

- B nogpasgene PE3YJIbTATbl «Cpeawn BnepBble BbiABNEHHbIX BapWMaHTOB M3MeHeHun B reHe NRTAT pBa npuBopgAT
K obpasoBaHuio cTon-KogoHa — p.Y197X n p.Y25X, aBa K cABUry pamkun cumntbiBaHnAa — p.N385S5fsX10 n p.L245AfsX53,
YTO He MO3BONAET COMHEeBaTbCA B UX NatoreHHocTn. Cpeamn paHee HEONUCAHHbIX BAPUMAHTHBIX M3MEHEHUN 5 MUCCEHC-
myTauumi (p.C283Y, p.C283F, p.H24Q, p.M126K, p.A82T) 1 1 CMHOHMMMYHAA 3aMeHa, 3aTparnBatoLas CalT CriancuHra
(E330E), 6binn oueHeHbl Kak naToreHHble, a 5 Apyrmx — Kak BEpOATHO MaToreHHble» BGbina ncnpaeneHa vHdopmauma
Ha «Cpefun BnepBble BbIABIEHHbIX BapNaHTOB M3MeHeHU B reHe NRTAT aBa NnpnBogAT K 06pa3oBaHuio CTON-KoAoHa —
p.Y197X 1 p.Y25X, ABa K caBury pamku cumtbiBaHua — p.N3855fsX10 n p.L245AfsX53, uTo He NO3BONSET COMHEBATHCA
B MX NaTtoreHHocTW. Cpean paHee HeONUCaHHbIX BapPUAHTHbIX M3MEHEHUN 5 MucceHc-myTaumii (p.C283Y, p.C283F, p.H24Q,
p.M126K, p.A82T ) n 1 cMHOHMMKWYHasA 3aMeHa, 3aTparuBatowwan cant cnnamcuHra (E330E), 6binn oueHeHbl Kak naTorex-
Hble, a 5 ApYrnx — Kak BEPOATHO NaTOreHHbley;

- BHeCeHbl UcnpasieHns B Tabnuuy 2.

MNpuBeneHHasa paHee MHPOpPMaLMA B CTaTbe He JOSKHa Oblna CKoNb-HUOYAb CyLleCTBEHHO OTPa3UTbCA Ha BOCMPUATUU

nHGopMaL N ymTaTenamm U/Unn NHTepnpeTaLmm NpeacTaBleHHbIX JaHHbIX. ABTOPbI BbipaxatoT COXKaneHNA 3a HEBEPHYIO

nHdopMaLmio B onybnmKkoBaHHON paHee cTaTbe.

KJTKOYEBBIE CJTOBA: HapyweHue hopMuposaHus nona, 2unocnaous, cmepoudozeHHbili pakmop, NR5A1, Ouceeresus 2oHad

ERRATUM: CLINICAL AND MOLECULAR CHARACTERISTICS OF PATIENTS WITH 46,XY DSD
DUE TO NR5A1 GENE MUTATIONS
(Probl Endokrinol (Mosk). 2020 Sep 16;66(3):62-69. Russian. doi: 10.14341/probl12445)

© Natalia Yu. Kalinchenko', Anna A. Kolodkina', Nadezda Yu. Raygorodskaya?, Anatoly N. Tiulpakov'

'Endocrinology Reserch Centre, Moscow, Russia
2Saratov State Medical University, Saratov, Russia

In the article some corrections were needed.

Abstract: “"Heterozygous SF1 variants were found in 36 out of 310 (11.6%) of cases, among them 15 were not previously
described”. has been corrected to read “Heterozygous SF1 variants were found in 36 out of 310 (11.6%) of cases, among them
22 were not previously described".

Results: “Heterozygous SF1 variants were found in 36 out of 310 (11.6%) of cases, among them 15 were not previously
described’, has been corrected to read “Heterozygous SF1 variants were found in 36 out of 310 (11.6%) of cases, among
them 22 were not previously described”.

Among the newly identified variants in the NR1AT gene, two lead to the premature stop codon -p. Y197X and p. Y25X, two
lead to a shift in the reading frame-p. N385fs and p. L245fs, which does not allow us to doubt their pathogenicityAmong
the previously undescribed variant changes, 5 missense mutations (p. C283Y, p. C283B, p.H24Q, p.M126K, p.E81K) and
1 synonymous substitution affecting the splicing site (E330E) were evaluated as pathogenic, and 5 others as probably
pathogenic.
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Has been corrected to read: Among the newly identified variants in the NR1AT gene, two lead to the premature stop
codon -p. Y197X and p. Y25X, two lead to a shift in the reading frame — p.N3855fsX10 and p.L245AfsX53, which does not
allow us to doubt their pathogenicity

Among the previously undescribed variants, 5 missense mutations (p.C283Y, p.C283F, p.H24Q, p.M126K, p.A82T) and
1 synonymous substitution affecting the splicing site (E330E) were predicted as pathogenic, and 5 others as probably
pathogenic by calculating pathogenicity.

The authors apologize for these errors.

KEYWORDS: SF1; steroidogenic factor 1; gonadal dysgenesis; disorders of sex development; hypospadias; NR5A1

Ta6nv|u,a 2. DeHoTMNMYECKUE, FOPMOHaJibHbIE N MONEKYNAPHO-TEHETUYECKNE XapPaKTEPUCTUKN NaLNEHTOB.
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c.del1273_1278
1 X  4mec 11} 10.6/2.2 1.3/759 12 D.E425 VI426del M (PS4, PP4, PM2, PVS1)
¢.1152_1153ins(25)
2 X 11 mec M HeT HeT 14/ 10.6 13.7 oN3855fsX10 I (PP4, PM2, PVS1)
3 x 1ropg I pyaument  JIFMT,MMNK  6.72/0.21 036 176 c671C>T:p.P224L  BI (PS4, PM2, PP2, PP4)
4 X 4ropa K ecTb ¢.104G>A:p.G35D
5 X 13ner Il pyaumeHT ¢.1025C>T:p.S342L  BI (PS4, PM2, PP2, PP4)
6 X 13net I br ¢.1003A>C:p.T335P  BI (PS4, PM2, PP2, PP4)
7 X 3mec I HeT MK 393/1.22 1.3/133 41 ¢848G>T:p.C283F  [1(PS4, PM2, PM5, PP2, PP4)
8 X l16ner I HeT MK 34/27.7 15.7 €.937C>T:p.R313C
9 X 1r4mec 11} HeT Br 0.87/0.2 0.1 20 c103-3C>A
10 x 10mec I HeT MK 36/1.5 022/24 40 ¢70C>G:p.H24D M1 (PS4, PM2, PM5, PP3, PM1,
PP2, PP4)
MnK,
11 X 1r5mec 1l HeT 10.5/2.16  0.5/4.51 ¢37T>Cp.C13R
JIl- MOLLIOHKa
12 x 15net XK MBK, NNK 85/43 9.5 ¢.72C>Gip.H24Q M (PS4, PM2, PM5, PP2, PP4)
13 X 5ner 11} HeT MK ¢.251G>A p.R84H
14 X 4mec K ecTb br 7.0/0.5 3.17/4.89 c102+1G>T
15 % 10ner I HeT MK 5.54/0.3 /745 845 c106T>Cp.F36L BI (PS4, PM2, PP2, PP4)
16 X HETUH. K €.245-1G>T
17 X  HeTuHo. 1] €.848G>A:p.C283Y  I1(PS4, PM2, PM5, PP2, PP4)
€.728_733dupGCATC
18 x 10net I HeT 10.3/3.2 10 DL245AfSX53 I (PP4, PM2, PVS1)
19 %>m 1,5mec v nK 7.2/42 31/10 18 c1139-1G>T
20 ™M 2mec v 5.03/1.69 4.0/78 C.244G>A:p.A82T  I1(PS4,PM2, PM5, PP2, PP4)
21 M  1mec 1] HeT BMOLIOHKe  18.6/1.0 0.8 18.5 ¢.721C>T:pR241W Bl (PS4, PM2, PP2, PP4)
22 ™M 4r v 1.64/0.1 0.09 ¢. 75C>A:p.Y25X M1 (PP4, PM2, PVS1)
23 M 5mec v MK, 5.0/2.2 56/33 44 c937C>T:p.R313C
JIl- MOLLIOHKa
24 m 1Mmec 11} MK 43 ¢937C>T:p.R313C
25 m 13ner 11} HeT rrK, 14.4/5.32 15.9 cT377A:;p.M126K 11 (PS4, PM2, PM5, PP2, PP4)
JIl- MOLLIOHKa
26 M 4mec 1\ B MOLLIOHKe 7.2/4.2 2.63 c.C86T:p.T29M
27 m  10net 1] HeT MK 1.7/0.2 0.26 31 c591C>Ap.Y197X  T1(PP4, PM2, PVST)
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280 M 1r.2mMec Il HeT nK 24/048 0.5/14 ¢.C909G:p.S303R BN (PM2, PP3, PM1, PP4)
29 M 157eT 1 HeT AR =" 51781 262 42 cG938A:p.R313H
B MOLLIOHKe
30 m 18ner I HeT nK 8/5.5 18.3 06 ¢251G>A:p.R84H
31 'm  12mec I HeT 1.1/0.2 0.2 €.1289G>A:p.5430N EE4()PM2, PMS, PP3, PM1,
32 m  1lner I 2.64/0.19 027 €.962G>T:p.G321V Bl (PM2, PP3, PM1, PP4)
33 M 5Mmec vV nK 23/02 0.03/46 604 c.251G>A:p.R84H
nnK, ¢.951delC:p.
34 m 18ner 1\ HeT 1T — MOLOHKa 9.6/6.9 11/20.8 H317QfsX17 I1(PP4, PM2, PVST)
c.951delCp.
35 m 16ner Il HeT nK 8/5.5 154 H3170fsX17 M (PP4, PM2, PVS1)
36 M HeTUH¢. 1l €.990G>A:p.E330E M (PM2 PVS1 PP4)

MpumevaHua: T - TectoctepoH; JIT — nesaa roHaaa; NI — npasaa roHaga; MT — manbiin Tas; JINK — neBoCTOPOHHMIA NaxoBbi Kpuntopxusm; MMK —
NPaBOCTOPOHHWI NaxoBblii KpUNTopxM3Mm; BI — 6GonbLwas ryba; * — naToreHHOCTb onpeaeneHa 1A BNepBble BbIABIEHHbIX BAPUAHTHbIX U3MeHeHNA: [T —
nartoreHHasa mMyTaums, B[l — BepoATHO naToreHHas, B ckobkax ykasaHbl koapduumenTsl (PP, PM v fip.) ana pacyeta natoreHHocTu [12, 13]; X > M — cMeHa
nosa C eHCKOro Ha myckon; AMI >28 Hr/mn — Hopma Ana manbunkos fo 1 roga [23].
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