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!i. PoccuMicKuil YHHBEPCUTET
7 APY>K6bI HApOaOB

IlepBuyHasa HAANMOYEYHUKOBAA HEAOCTATOYHOCTD:

TSKEIIO€ KU3HEYTPOKAIOIIEE 3a00JIEBaHUE, XaPAKTEPUIYIOIIEECS HECTIOCOOHOCTHIO KOPBI
HAJIMOYEYHUKOB ITponu3BecTH goctarouHoe kommdectBo ['K, MK u annporenos. 1-HH BriepBbie
onvcana Tomacom AIIMCOHOM U MO3TOMY Ha3bIBaeTcsa bone3Hpro AIUCoHa.
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CTpoeHune Kopbl HAAMNOYEe4YHUKOB
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Nouyeynaa [louyeunHan
BEHa apTepnAa

HagnouyeyHuka Mo3roson cnoi
Hagno4Ye4YHnKa




dTnonorus

AyTOMMMYHHbIE (Donee 90 %). Cneundnyecknmm NMMyYHONOrM4YeCcKMmMm
Mapkepamu ayTOMMMYHHOW OeCTPYKLUUU KOPbl Haano4e4YHUKOB
asnatoTca AT K depMeHTy Hagno4Ye4yHMKOBOIro cteponaoreHesa 21-
rmapokcunase (P450c21).

NH(EKLUNOHHBbIE 3aboneBaHusa (Hanpumep, Tyoepkyres),

pa3nnyHblie HacneaCTBEHHbIE NATONOMMN, KOTopblie B OONbLUNHCTBE
clly4YaeB OMarHoCcTUpyroT B AETCKOM BO3pacTe,

TOTanbHasa agpeHandakToMus,

MeTacTaTn4yeckoe nopaxenHme n numdoma Hagno4ye4yHnKoB




NMpunyunHa

OcobeHHOCTH

HacnencrBeHHbIe BapPUaHTbI nepBMquﬁ HaANnoO4Ye4YHUKOBOWU HEOQOCTAaTOYHOCTHU

BpoxaeHHas AUMCPYyHKUNA KOPbl HAANOYEe4YHUNKOB

(camaa yactas npuyMHa nepBMYHON HAANOYEYHUKOBOU HEA4OCTaTOYHOCTU Y AeTen — 80%)

dedouvunt 21-rmapokcunasbl
(myTauusa CYP21A2, CYP21B)

Haunbonee pacnpocTpaHeHHbIVN BapuaHT, CONpPoBOXaaeTcA

rmnepaHgporeHmeu

Oedunuut 116eTa-rmapokcunasbil
(myTauusa CYP11B1)

ConpoBoxpaaeTcsa runepaHaporeHuen, rmnepTeH3nen

Oecdununt 30eTa-
rmpapokcucTepouagaerngporeHasbil

[
(myTauua HSD3B2)

HapyweHue nonosou andcepeHUNPOBKM Y MaribYUKOB,
runepaHoporeHns y oeBoyvek

Adednumnt d¢epmeHTa
oTLlenneHns

bokoBou uenu (Mytaumsa CYP11A1)

XY peBepcusi nona




BpO)KAEHHaﬂ rmnonna3nsd HagnovYe4vyHUKoB

MyTauust NROB1

X-cuensieHHasa; BTOPUYHbIN TMNOroHagan3m

Heneuunsa Xp21

Munoguctpodusa OioweHa

MyTtauus SF-1

XY peBepcusi nona

IMAGe CUHAPOM

3agepKKka BHYTPUYTpPOOHOro pa3Butus, metacpmsanbHas

Aucnnasus, BpoXxXaeHHasa runonnasvua Hagno4e4HMKoB,
repmacppoanTU3IM

BpoxaeHHasi HeYYBCTBUTENIbHOCTb K a4 peHOKOPTUKOTPOMNHOMY FrOPMOHY (M30NIMPOBaHHbIN
AednunT rMOKOKOPTUKOMAOB)

1 T™KMna

MyTaumsa reHa peuenTtopa K aapeHOKOPTUKOTPONMHOMY
roNMAHV (CIAHAHIAM — NELIAATAN K MOAAHAKANTIAHV 2)

2 TMna

MyTauus reHa BcnomMoraTtesnibHOro NnpoTenHa peuentopa K
MeflaHOKOPTUHY 2 MRAP

CvHaopom Tpex
OnrpoysBa)

A

(Cunpgpom

Axana3sus, bone3sHb AgancoHa, anakpumma (AAAS)
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NpnobpeTeHHbIe BapuaHTbl NePBUYHOUN HAAMNOYEYHNKOBOMN HEAOCTAaTOYHOCTHU

nOBpe)KJJ,eH ne TKkaHn Hagano4vyevyHuka

UHdpekuun

Ty6epkynes, BUY-nngpekumsa, kaHanaos, ructonnasmos,

uuTomMmeranosupyc, cndunuc, adbpuKkaHCKUmM TpMnaHOCoOMo3

MeTacTa3sbl

Pak nerkux, cpegocTteHus, TOFICTOM KULLKKU, TUMdoma,
MenaHomMa

KpOBOVI3J1 nssHue B HaanovYye4vyHnkKun

Ha dboHe cencuca, aHTUKOArynsaAHTHOro CMHApPOMa,
npuemMa aHTUKOarynsHToB

ToTtanbHasA aapeHarn3KTomMmus

HekoTtopble cny4yaun OonesHu NUueHko-KyLuuHra,

OBYCTOPOHHEN eOoXpPOMOLIUTOMbI

OQHOCTOPOHHAA aApeHana3kToMus ¢

aTpocdmen KoHTpanaTepanbHOro
Haano4ye4yHuKa

Cungpom UueHko-KyLinHra

UHdunbTpaTnBHbIE 3ab6oneBaHuns

I'emoxpomaTos, amMmuinounagos, capkomaos




MeaukameHTO3Has

NMpoTnBOTYOEpPKYNE3HbIe
npenaparbl

PucdamnuumH

NMpoTnBOorpnbKOBLIE
npenaparhbl

CUCTEeMHOro AercTBus

KeTtoKkoHa3on

Ipyrue
npoTnBoonyxosieBbie

npenapartbi(MOHOKIIOHAlNbHbIE

aHTuUTena)

MMnepakTMBauua ayToMMMyHUTeTa ( 3a cYeT

WHIrMONpPOBaHNS KOHTPOJNbHbIX

TOYeK nepenayium

WMMYHHOro curHana: CTLA-4, PD1, PD-L1)

Mpoune npoTuBooONyxosneBble
npenaparbil

MuTtoTtaH
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NMaToreHe3 1-HH

Koptusony AnbaoctepoHil,
HapyweHue \“; \
MKOKOHeoreHesa u d ,I\ K
MUKOIU3a
Mnosonemus, |
[Mnornukemus, AN Avcnencua
acTeHuA \
l Crpecc J CKO
\1/ a4anTayMuOHHbIX / p -
MeXaHU3MO0B
ONH
MaHudectauua
3abonesanua } Cynoporu, OCH, OZH
CocygucTbivt Konnanc




Knaccudukaumnna
3aboneBaHus

= [10 Te4eHuno pasnmyaroT XPOHNYECKYIO 1 oCcTpyto 1-HH .

= [1o NnpnynHe pasnnyarT HacneaCTBEHHYHO N NPUODPETEHHYIO
1-HH.

= B 3aBUCMMOCTU OT CTENEHN ajeKBATHOCTN 3aMECTUTENbHOM
Tepanuu, pasnuyatoT MegnKkamMeHTO3HY0 KOMMNeHcauuto,
cybkomneHcauuo n gekomneHcauuto (AK) 1-HH




KnunHunyeckue
NPoOABIIeHUsA

1. V¥Ycraaocrth, ci1adocTh

2. CHuxkeHHe Beca
3. IlocrypanbHoe

TOJIOBOKPYKEHHUE
4. AHOpekcus,

a0IOMUHAJIBHBIN TUCKOMMOPT

5. Tsara k cojieHOMY
6. Jlenpeccus, 4yBCTBO
TPEBOTH

7. Tsxeaoe TeYeHHue
WHTECPKYPPECHTHBIX
3a00JIEBAaHUH

1. I'mmepnmurmMeHTanus

CKJIaJ0K KOXKH, CIU3UCTBIX,
PyO110BBIX U3MEHEHUM,

COCKOB,

Oco0eHHO KOKHBIX TOKPOBOB,
MOIBEPTTIMXCS] MHCOSAIIHH

(TONBKO .

IIPU IEPBUYHON _
HaJINOYEYHUKOBOM
HEJIOCTATOYHOCTH )

2. T'umoroHusl C
MMOCTYPAJIbHBIM BBIPAKCHHBIM

CHKCHUEM
3. Hnorma, oTrCcyTCTB
JOOKOBOIO H

1. T'unonarpuemus

2. T'mnepkanuemus




1.BoipaxxkeHHast
CcJIA00CTh
2.CHHKONAJbHBIC

COCTOAHUA

3. bonu B JKHUBOTE,

TOIITHOTA, PBOTA;
KJIIMHUYECKHE

CHUMIITOMBI, HJICHTUYHEIC
«OCTPOMY KHBOTY»
4. Pesxkue 00JIH B

NMOSICHUYHOM 00J1aCTH

1.BbIpaskeHHas1 TUTIOTCH3US

2. borne3nennasnanbIams
YKUBOTA/HAMPSKEHHOCTb MBIIIII]

nepeaHel OprOIIHON CTEHKU

3. Jluxopaaka

4. CnyTaHHOCTh  CO3HaHMA,
pI(SI0510)50%
5. Omurypuss ¢  HCXOAOMB

OCTPYI0 NOYECYHYIO

HEAOCTATOYHOCTDb

1. T'munonarpuemus

(<132 Mmoub/11)
2. T'unepkanuemus

3. T'unmoriimkeMus

4. T'unepkajabuueMus

5. IHoBbIIIICHHE

KpeaTuHNHA







JImarHocruka 3a00j1eBaHuA
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JlTabopaTtopHasa guarHocTuKa

Ha nepsom atane obcnegoBaHust pekoMeHayeTcs npoaHann3mposaTb criegylowmne
nabopaTopHble NOKa3aTenu:

1. YpoBeHb KOPTU30S1a B CbIBOPOTKE (B 8.00)

2. YpoeeHb AKTI B nnasme kposwu (B 8.00)

3. [T1I0KO3a B CbIBOPOTKE KPOBU

4. YpOoBeHb Kanus B CbIBOPOTKE KPOBU

5. YpoBeHb HaTpus B CbIBOPOTKE KPOBU

6. PEHVH B nnasme KpoBW (aKTUBHOCTb PEHMHA Mnasmbl)
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OueHka ypoBHs1 basanbHOro

Koprmson (mvoas/1) Bepoarroets mardosa HH
Meree] 30 Bepoaraa HH

150 - 500 Commnretsra HH

oo1ee 300 BMOTB T |exmouaetes HH

= Ecnu nayueHm riosiydaem mepariuro 2/1l0KOKopmukoudamu, mo uccriedosaHue yposHsi ba3asibHO20
kopmu3orna u AKTI He docmosepHo.

B makom cniy4dae nepexodsim e Il amany duazHOCMuUKU ¢ MOMOWbLFO CMUMYSAUUOHHbIX pPo6.

= [Ipu yposHe AKTI meHee 150 ne/mn u ypoeHe kopmu3orna meHee 500 HMorb/r1, mpebyemcsi
00rnosTHUMesbHbIU CMUMYIIAUUOHHbBIU mecm ¢ CUHaKmMeHOM

= Anzopumm npoeedeHusi npobui c AKTI kopomkoz2o delicmeusi:

Mcxo0Ho bepemcs Kpoeb Orisi oripederieHUsi Kopmu3ora, rocrie 4ez2o e/8 egooumcs 250 mke
mempako3akmuoa (cuHmemud4eckul aHanoa AKTI) e 5 mn ¢gbusuonoasudeckoeo pacmeopa,
rpooo/mKumesribHocme UH@Y3uu cocmasrsiem 2 MuH. 3amem 4epe3 30 u 60 MmuH 6epym Kpoeb Orisi
r108MOPHO20 OripederieHUs Kopmu3orsa.

B HOpMme ypoBeHb KOpTU30s1a Ha cTumMmynsaunmn npesbiwaeT 500 HMonb/n.
[Mpn nepBUYHON HALMNOYEYHMKOBOW HELOCTATOMHOCTU peakUuns Ha CTUMYIALMIO OTCYTCTBYET UIn

CHWXeHa, noabeM KopTuaona meHble 500 Hmornb/n [Bl] /\
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Jleuenue

= 3amecTuTesibHaa Tepanus
K

Bcem nauneHtam ¢ HH pekomeHayetcs Tepanus lNK

Huseanue T'uopoxopmu3szon Kopmus3son Ilpeonuszonon
IIpooonsicumenvrHocmo Kopomxas Kopomkas Cpeonsis
oelicmaeuisi
Ilepuoo nonyswvieedenus 90 munym 90 munym 200 munym
IKkeusanreHmuas 003a 20 me 25 me 5 me
llepuoo nonypacnaoa 6-12 uacos 6-12 uacos 12-36 uacos




» 3amecTtutenbHaa tepanuna MK

* Bcem nauneHTtam c 1-HH pekomMmeHayeTca MruHepanokopTMkongHas tTepanms —
donyapoKopTU30H (CTapToBasi cyTovHast Ao3a 50-100 MKr), noTpebreHne conun He

orpaHn4nBaTb

* PekomeHOyeTca yMeHbLWNTb 003y hryApPOKOPTU3OHA Y nauneHTos ¢ 1-HH n
apTepuarnbHOU rmnepTeH3nen, Tak Kak nosbilieHne ALl MOXET cBUOETENLCTBOBATL O

nepeno3npoBKe NpenapaToMm.
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JleyeHune BO BpemMsi OepeMEeHHOCTH

[nsa Bcex bepemeHHbIx ¢ 1-HH pekomeHayeTcs paccMOTpeTb BOMPOC O NOBbILLEHNN 403k
rMMOPOKOPTN3OHA , OCODEHHO B TPETLEM TPUMECTPE

Bo Bpemsi HopmanbHoW 6epeMeHHOCTM YPOBEHb KOPTM30Ma NOCTENEHHO MNOBbILLIAETCS (B
2-3 pa3a) Ha4yMHas c NepBOro TpMMecTpa BcneacTemne nosbilleHnst ypoBHs KCI

[Tpn 6epemeHHOCTU NaumeHTkam ¢ 1-HH ana samectutensHom Tepanmm
[MIOKOKOPTUKOMOHON HEAOCTATOYHOCTU pEKOMEeHAYEeTCs HasHavYeHne rmapoKopTU3oHa.
Ha3Ha4YyeHue JeKcaMeTa30oHa He PeKOMEHAYETCH, TaK Kak OH HE MHAKTUBUPYETCH
nraueHTapHom 11 6eTa-rmapokcmcTeponaaerngporeHason 2 Tmna u MoXeT NocTynaTtb
Yyepes nnaueHTy K nroay

B pogax nauneHTtkam ¢ 1-HH pekomeHayeTcs Ha3HavyeHne CTpeccoBou O03bl
rMAOPOKOPTU30HA KaK Mpu XUPYPruiyeckmx BMeLlaTenbcTeax
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Ona neyeHuns OCTpPOro aapeHasfoBoro Kpu3a pekomeHaoBaHoO.

BeeneHune rmgpokoptmnaoHa 25 — 50 Mr B/M (CamMOCTOATENLHO, A0
rocnuTanusaummn)

BeeneHune rugpokoptnsoHa 100 mr/m(2) - 6ontoc

NHdoysnmn NaCl 0,9% + rntokosa 5-10% 450-500 mn/m(2) — 1 vac, 3atem 2-3 n/m
(2)/cyT

NHoy3noHHas Tepanusa ¢ rugpokoptndoHom 100 - 200 mr/m2/cyT, B/B KanenbHo —
1-2 CyTKK

KoHTporb ypoBHS Kanusa, Hatpu4, rnokodbl, ALl, HCC — kaxable 2 Yyaca
Hopmannsauyusa coctosgHus, Kanms, HaTpus

ornepexon Ha B/M BBEAEHUE TMOPOKOPTU30HA C NOCTEMNEHHBLIM CHMXKEHNEM U
nepexogoM Ha nepoparbHble npenapaTol

HasHayeHune kopTnHeddra npu gose rmapokopTnaoHa <50 mr/cyT




Cmmacu0o 3a BHUMaHUe




