LLlaHoBHMI1 niKkapto!

LLlaHoBHWI KnieHTe!

Exkcneptu JIJ1A HagatoTb iHGopMaLiiHy NiATPUMRY LWOAO TPAKTyBaHHA

Pe3ynbTati nabopaTopHUx JOCAIAMEHb HE € KNIHIYHUM [iarHO30M.

Dina

pe3y/bTatis 1abopaTopHOro AOC/IAKEHHA Ta iHWKUX NPOMECIAHMX NUTaHD.

TOB «MJT «[QIJTA» cepTudikoBaHo 3rifiHO BMMOr MixHapoaHoro ctaHgapty ISO 9001

[Ins KopeKTHOT iHTeprpeTauii pe3ynbTaTie 4OCiAHeHb, 3BepHITbCA, byab flacka, Ao Nikaps.

Jlivensia MO3 YKpainm AL N°O71280 Big 22.11.2012 p.

[apaHTia TOYHOCTI Ta JOCTOBIPHOCTI pe3ynbTaTiB OOCNiAMEeHb

LiarHoctuynun uentp TOB «MJ1 «dIJ1A» akpeanToBaHuii HalioHanbHUM areHTCTBOM 3 akpeauTauii YKpaiHm
Ha JocnigeHHA BignosigHo fo 1ISO 15189:2022, atectat npo akpeauTauito N230001 umHHWIA fo 18.10.2026

YKpaina, 01103, m. Kuis, Byn. MigBncoupKoro, 6a

. IHbopmaLiiiHo-cepsicHa cnyxba: 0 800 21 78 87
@n@0odilaua o

PE3Y/IbTATU AOCNIAXEHD
MauieHT: Tect Tect Tect Nla6. Ne 3amoBneHHA 111111111
[aTa HapoAaK. 01.01.1990 Kopg 3amoBneHHs: -
CraTtb: iHoua [aTa 3aMOB/EHHA: 01.01.2026
KomeHTapi:

MoneKynapHo-reHeTUYHa AiarHOCTUKa BpoaKeHoi AncyHKLii Kopu HagHUpHUKiB (reH CYP21A2) -
KomnsieKcHUM Tect (PCR-ACRS + MLPA)

DocnipgKyBanbHuin matepian:
MeToa aocnipKeHHs:

nepudepuryHa Kpos
PCR-ACRS + Multiplex
Ligation-dependent Probe
Amplification (MLPA)

PE3Y/IbTAT MONEKYNNAPHO-TEHETUMHOIO AHANI3Y

Fen / Nlokyc BcraHOBAEHUIA reHoTUnN PedepeHc (Hopma)
CYP21A2 2 Konii 2 Konii
exon 1 (-113 SNP)
CYP21A2 2 Konii 2 Konii
exon 3 (del8bp)
CYP21A2 2 Konii 2 Konii
exon 4 (1173N)
CYP21A2 2 Konii 2 Konii
exon 6 (V238E-WT)
CYP21A2 2 Konii 2 Konii
exon 6 (M240K-WT)
CYP21A2 2 Konii 2 Konii
exon 7 (F308+T)
CYP21A2 1 Konis B CyMi 2 Konii
exon 3 12G-C
CYP21A2 0 Koniit
exon 3 12G-A
CYP21A1P 2 Konii OuiHKa KinbKocTi Koni ncesgoreHa
exon 1 (-113 SNP)
CYP21A1P 2 Konii OuiHKa KinbKocTi Koni ncesaoreHa
exon 3 (del8bp)
CYP21A1P 2 Konii OuiHKa KinbKocTi Koni ncesgoreHa
exon 4 (1173N)
CYP21A1P 2 Konii OuiHKa KinbKocTi Koni ncesaoreHa
exon 7 (F308+T)

MNauieHT: TecT TecT Tect

Ne 3am.: 111111111

cl133




LLlaHoBHWMI nikapto!

LLlaHOBHMI KnieHTE!

Excneptu OIJ1A HagatoTb iHpopMaLiiHy NiATPUMHY LLOAO TPaKTyBaHHA

Pe3ynbTaTn nabopaTopHUx 4OCNiAKEHD HE € KNIHIYHUM [iarHO30M.

Dina

pe3y/bTatis 1abopaTopHOro AOC/IAKEHHA Ta iHWKUX NPOMECIAHMX NUTaHD.

TOB «MJT «[QIJTA» cepTudikoBaHo 3rifiHO BMMOr MixHapoaHoro ctaHgapty ISO 9001

[Ins KopeKTHOT iHTeprpeTauii pe3ynbTaTie 4OCiAHeHb, 3BepHITbCA, byab flacka, Ao Nikaps.

Jlivensia MO3 YKpainm AL N°O71280 Big 22.11.2012 p.

[apaHTia TOYHOCTI Ta JOCTOBIPHOCTI pe3ynbTaTiB OOCNiAMEeHb

LiarHoctuynun uentp TOB «MJ1 «dIJ1A» akpeanToBaHuii HalioHanbHUM areHTCTBOM 3 akpeauTauii YKpaiHm
Ha JocnigeHHA BignosigHo fo 1ISO 15189:2022, atectat npo akpeauTauito N230001 umHHWIA fo 18.10.2026

YKpaina, 01103, m. Kuis, Byn. MigBncoupKoro, 6a

@nOodiaua

ﬂ IHbopmaLiiiHo-cepsicHa cnyxba: 0 800 21 78 87

Fen / Nlokyc BcTaHOBAEHUIA reHoTUN PedepeHc (Hopma)

TNXB exon 19 2 konii 2 konii

TNXB exon 20 2 konii 2 konii

TNXB exon 29 2 konii 2 konii

TNXB exon 31 2 konii 2 konii

TNXB exon 35 (probe 1) 2 konii 2 Konii

TNXB exon 35 (probe 2) 2 konii 2 Konii

CYP21A2 exon 1 (P31L) c/c C/C - “HeitTpanbHuit reHotnn”;

rs9378251 C/T - reTepo3unroTHe HOCICTBO (reHOTUN PU3UKY);
T/T - roMO3UroTHe HOCIMCTBO (reHOTUN PU3KKY).

CYP21A2 exon 7 (V282L) G/T G/G - “HeATpanbHWiI reHoTUN”;

rs6471 G/T - reTepo3nroTHe HOCIACTBO (reHOTUN PUSKKY);
T/T - roMO3UroTHe HOCINCTBO (reHOTUN PU3KKY).

CYP21A2 exon 8 (Q319X) c/c C/C - “HeitTpanbHuit reHotun”;

rs7755898 C/T - reTepo3nroTHe HOCINCTBO (reHOTUN PUBUKY);
T/T - roMO3UroTHe HOCIMCTBO (reHOTUN PU3KKY).

CYP21A2 exon 8 (R357W) c/c C/C - “HeiiTpanbHuit reHoTUN”;

rs7769409

C/T - reTepo3nroTHe HOCIACTBO (reHOTUM PUSKKY);
T/T - roMO3UroTHe HOCICTBO (reHOTUN PU3KKY).

MNauieHT: TecT TecT Tect

Ne 3am.: 111111111 c.233




LLlaHoBHuMI nikapio!

LLlaHoBHWI KnieHTe!

Exkcneptu JIJ1A HagatoTb iHGopMaLiiHy NiATPUMRY LWOAO TPAKTyBaHHA

Pe3ynbTati nabopaTopHUx JOCAIAMEHb HE € KNIHIYHUM [iarHO30M.

[apaHTia TOYHOCTI Ta JOCTOBIPHOCTI pe3ynbTaTiB OOCNiAMEeHb

. LiarHoctuynun uentp TOB «MJ1 «dIJ1A» akpeanToBaHuii HalioHanbHUM areHTCTBOM 3 akpeauTauii YKpaiHm
'Aa Ha JocnigeHHA BignosigHo fo 1ISO 15189:2022, atectat npo akpeauTauito N230001 umHHWIA fo 18.10.2026

pe3y/bTatis 1abopaTopHOro AOC/IAKEHHA Ta iHWKUX NPOMECIAHMX NUTaHD.

TOB «MJT «[QIJTA» cepTudikoBaHo 3rifiHO BMMOr MixHapoaHoro ctaHgapty ISO 9001

[Ins KopeKTHOT iHTeprpeTauii pe3ynbTaTie 4OCiAHeHb, 3BepHITbCA, byab flacka, Ao Nikaps.

Jlinensia MO3 Ykpainn AL N°071280 Big 22.11.2012 p.

YKpaina, 01103, m. Kuis, Byn. MigBncoupKoro, 6a

. IHbopmaLiiiHo-cepsicHa cnyxba: 0 800 21 78 87
@n@0odilaua o

IHTepnpeTauin

BuAB/NEHO ceNeKkTMBHEe 3HWMKEeHHA KinbkocTi Konih CYP21A2 exon 3. [JaHui pe3ynbTaT BKA3ye Ha HasABHICTb
NIOKa/IbHOI KOHBepcCii abo myTauii B reTepo3nroTHOMy CTaHi.

BuasneHo reHotun G/T 3a mapkepom exon 7 (V282L), o Bignosifae rerepo3nroTHOMY HOCIACTBY afiefia PU3KKY.

onuc

Metog MLPA € HaniBKiNbKiCHUM i nNpu3HavyeHUn pJna  BUABNEHHA 3MiH  KinbKkocTi  Komi  [HK
(meneuin/pynnikauiii/koHBepcii). BiH He BUKAOYAE HAABHOCTI TOYKOBMX MyTaLiiA UM HYKNEOTUOHUX 3amiH 3a
MeXKaMu LiNnAHOK ribpuamsauii 3oHAiB. Ona NOBHOI KNiHIYHOI iHTepnpeTauii peKoMeHAYETbCA 3iCTaB/eHHA 3
KNiHIYHOIO KapTMHOIO Ta NPAMUM CeKBeHyBaHHAM reHa CYP21A2.

ACRS cnpamoBaHa BWK/IOYHO Ha AETEKLil0 KOHKPETHMX, BMLLE BKa3aHWX TOYKOBUX MyTaLin (HYKNeoTUAHWUX
3aMiH) y 4iTKO 3a3HauyeHux foKycax reHa CYP21A2. MeTo4 He NpM3HAYeHUit ANna BUABNEHHSA HOBUX, PigKICHUX
abo iHOMBIAYyaNbHUX MyTaLii, PO3TAllOBAHMX MO3a MeXKaMW LiNSHOK 3B’A3yBaHHA cneuudiyHMx npaiimepis.
MeTtog PCR-ACRS € AKiCHMM, @ He KiNbKiCHMM, TOMY BiH He 34aTHWIA CaMOCTIMHO BUABAATU BEAUKI CTPYKTYPHI
nepebyanosu, geneuii abo aynnikauji (gns ixHboi BepudiKauii y gaHomy AocnigxeHHi f04aTKOBO 3aCTOCOBaHO
meTtog MLPA).

NMPUMITKA

Pe3ynbmamu 00cnidmeHHA 8u0aoMebca NayieHmMosi ocobucmo mnio 4ac MeoduKo-eeHemu4H020 KOHCY/1bmy8aHHA abo HaNpasenalomecs
nikapesi, Akuli Npu3Ha4yue obcmexeHHs, 05 NoOaab6WOI iHMepnpemauii.

Pe3ynomam docnioxiceHHsA He € 0iazHO30M.

IHmepnpemauia pe3ynemamie ma NnocmaHosKa 0ia2HO3y BUKOHYEMbLCA MiflbKU fiKapem.

3asigysay nabopatopii Teraxa NEPEIAEHKO I

JocnidxeHHA BUKOHAHO NiOpAOHOK opaaHi3ayiero. Cmamyc akpedumayii BUBHAYaemMbCA cgheporo akpedumauii 6eanocepedHb020 BUKOHABUA

MauieHT: Tect TecT Tect Ne zam.: 111111111 c333



