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AfpeHoreHuUTanbHbIN cMHApom. KomnnekcHaa AHK-amMarHoctMka cembu (2-4 yen.)
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KpaTKas
nHpopmauma o
3aboneBaHun

AgpeHoreHTManbHbI  cuHapom  (AFC)  waM  BPOXKAEHHaAA  rvnepnnasva  Kopbl
HagnoyeyHnkoB (BFKH) - HacneactBeHHoe 3abonesBaHwe (rpynna 3aboneBaHui) c
ayTOCOMHO-PELLECCUBHbIM TUMOM HacnegoBaHMA, pPasBUTME KOTOPOro o6ycnoBAEHO
HapyweHnem BUOCUHTE3a KopTUKOCTepouaoB. B GonbwuHcTBe cnydaes AIC cBAsaH ¢
HeAOCTAaTOYHOCTbI0  pepmeHTa 21-rMgpoKcunasbl, Kogupyemoro reHom CYP21A2 wu
npuMHagaeXKawero K cynepcemenctsy umutoxpomoB P450. [eH pacnosiokeH B JIOKyce
6p21.3. OCO6EHHOCTbIO IOKAIN3aLNKM FEeHa CIYKUT 6IM3Koe coceacTBO GYHKLMOHANbHOIO
reHa CYP21A2 c ncesgoreHom (CYP21A1) n HLA-reHamu.

AlC xapaKTepusyeTca BbIPAa*KEHHbIM  KJAMHMYECKMM  nonumopédumsmom. Boiaensawot
KNaccMyeckyro M Heknaccudyeckyto dopmbl AIC. Knaccuyeckas popma B cBOKO ouyepesb
noapasaenaTcs Ha ConbTepaAloLlyo Gopmy, NpeacTasaatolyo cobon Hanbonee Taxenoe
HapyLleHue, 1 NPOCTyo BUPUAbHYIO dopmy. [na Heknaccuyeckon popmbl AIC moryT 6bITb
XapaKTepHbl MO34HAA WAM NaTeHTHAA BapuwaHTbl 3aboseBaHMA. YacToTa Kaaccuyeckoit
dopmbl ATC cocTtasnsieT npumepHo 1:10000.

MNpoBeaeHne nccnegoBaHua Heobxoammo ana 60/bHOro ¢ Knaccuyeckon dopmoit ArC u
ero poautenen. WMccnepoBaHWe PEKOMEHOOBAHO XeEHWMHaAM C runepaHaporeHunen
HaZNoYe4YHMKOBOrO reHesa.

YacTo npoBeaeHue nccnenoBaHUa MoXeT noTpeboBaTb A40MNOHUTENBHOIO 06ciea0BaHNS
poauTenen WAU [PYrnx YNeHOB CEMbW B CBA3M C TEM, YTO MYTaAHTHble annennm MoryT
npeacTaBAATb COO0M KOMMNNEKCOM M3 HECKONbKUX MyTauuit. MNpu aTom eguHOBpemMeHHoe
obcnegoBaHMe HECKOJIbKMX UYIEHOB CeMbM B page cnyyaesB 6osee ontumanbHo. [aHHan
MmeauumHckana ycnyra «KomnnekcHaa AHK-anarHoctnka cembu (2-4 4yen.)» noapasymeBaet
egMHOBpeMeHHOe 06c1e40BaHME HECKOIbKMX YN1EeHOB OLHOW CEMbM.
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MNepeyeHb
nccneayemblx reHos,
MyTaumi

O6bem MosIeKyNAPHO-reHeTUYeckoro obcnenoBaHmA, BbINONHAEMOro B HacTosALWee BpemMs
B MeguKo-reHeTMYeckom LeHTpe (FeHeTudeckon KnnHuke) HUN meguumHCKOM reHeTuKHy,
BKAlOYaeT caeaytowme mytaumm reda CYP21A2: P30L; IVS2AS A/C-G, -13; 8 bp del; V281L;
1172N; Q318X; R356W; P453S n aHann3 NepecTporku Mexay reHOmM M NCeBAoreHom C
aeneumnent 30kb (30-KB DEL CYP21A2).

B cnyyae npeHaTasfbHOM AMArHOCTUKM B UCCea0BaHWe BKAtoYatoTca nonmmopoHblie AHK-
MapKepbl, cuenneHHble ¢ reHom CYP21A2.

O603HayeHMe TeCcTMpyembix myTaumin no HGVS:

1) P30L: NM_000500.7(CYP21A2):c.92C>T (p.Pro31Leu) (rs9378251);

2) IVS2AS, A/C-G,-13: NM_000500.9(CYP21A2):c.293-13C>T (rs6467);

3) 8 bp del: NM_000500.7(CYP21A2):c.332_339delGAGACTAC (p.Gly111Valfs)
(rs387906510);

4) V281L: NM_000500.7(CYP21A2):c.844G>T (p.Val282Leu) (rs6471);

5) 1172N: NM_000500.7(CYP21A2):c.518T>A (p.lle173Asn) (rs6475);

6) Q318X: M_000500.7(CYP21A2):c.955C>T (p.GIn319Ter) (rs7755898);

7) R356W: NM_000500.7(CYP21A2):c.1069C>T (p.Arg357Trp) (rs7769409);
8) P4535: NM_000500.7(CYP21A2):¢c.1360C>T (p.Pro454Ser) (rs6445).

NHdopmaums o
meTtoae.

UccnepoBaHume BbIMOJIHAETCA C UCno/sib3oBaHMem BbigeneHnsa AHK, metogamu MUP (gns
anddepeHUnanbHOro MccneaoBaHUsa FeHa C MCKAKYEeHMEeM MceBAOreHa MCMnosb3yeTca




TpeboBaHue K AByx-payHaHaa T[IUP), pecTpuMKLMOHHOrO aHanusa C AeTeKuueld ¢ MOMOLblo refb-
martepuany anekTpodopesa uam (g1 YacT MyTaLmii) C NOMOLLbIO KanuanspHoro asnekTpodopesa Ha
reHeTMYeCcKoM aHanmnsartope.

[ns BbINONHEHUS aHa/IM3a UCMNOJIb3YeTCs KPOBb, B3ATAA U3 IOKTEBOM BEHbI KaXK40ro YaeHa
ceMbu B Npobupky ¢ ATA B Konndectse 4-6 mn. Kposb bepetca He3aBUCMMO OT nprema
NULLA.

Bo3moOrKHa npeHaTasibHas ANMArHOCTMKA Ha BMOIoOrMYeckom maTepuane 13 NoaocTn MaTku,
NoJly4eHHOM C NOMOLLIO MHBA3MBHOW NpeHaTaibHOW AMarHOCTUKK (bnonTaTbl XopuoHa /
nNaueHTbl, aMHUOLUTbI, MYNOBUHHAA KPOBb).

CpOK BbIMNO/IHEHUA 21 pabounit geHb




