DenepajibHble KIMHAYECKHE PEKOMEHIAIIUA
(mpoekT):

JInarHocTuKa M Jie4eOHO-
NpoPMIAKTHYECKHE MEPOIIPUATHSA
NPU BPOKICHHOU JUCPYHKIMHU KOPbI
HANOYCYHUKOB Y NAIUEHTOB BO

B3POCJI0M BO3pacCTe.

MockBa, 2016 1.



PABOYAS I'PVYIIIIA:
PYKOBOJIUTEJIA:
Henos U.U., npodeccop, akanemux PAH, Mockpa

Mensanuenko I'.A., mpodeccop, akanemuk PAH, Mocksa

ABTOPBI TEKCTA:

Monamenko H.B., x.M.H., MockBa
Tpommuna E.A., n.m.H., npodeccop, MockBa
CazonoBa A.., xk.M.H., MockBa

Vikerosa XK.A., Bpau, MockBa

IKCIIEPTBI, IPUHUMABIIUE YYACTHUE B OBCYKJIEHUU U OJOBPEHUU
KIMHUYECKUX PEKOMEHIALIUUA:

Annpeesa E.H., n.m.H., npodeccop, MockBa
Anmudepo M.b., n.m.H., npodeccop, Mocksa
buprokosa E.B., 1.M.H., mpodeccop, MockBa
Kanuauenko H.IO., k.m.H., MockBa

Kapesa M.A., k.M.H., MockBa

Kucenésa T.I1., n.m.H., mpodeccop, ExatepunOypr
[TanuenkoBa JI.A., 1.M.H., mpodeccop, Mocksa
Pomanniosa T.U., n.M.H., npodeccop, MockBa
CepreeBa-Konapauenko M.1O., 1.M.H., mpodeccop, Ilensa
CocnoBa E.A., 1.M.H., npodeccop, MockBa
Cymnorosa JILA., 1.M.H. nnpodeccop, TromeHb
VYBaposa E.B., 1.M.H. npoeccop, Mocksa

Xanumos 1O.111., n.m.H., npodeccop, Cankr-IlerepOypr

PEIIEH3EHTDI:
®anees B.B., 1.Mm.H., npodeccop, MockBa

I'punesa E.H., npodeccop, a.m.H., Cankr-IlerepOypr



170HP

HLA-komIuiekc

TART

AT
AKTI
APII
BJKH
T'K
I'd BAKH
JIOK
KKT
UMT
KOK
JIIBII
MK
uBJIKH

HITO
HTI
OI'TT
OXC

CA

CIIUCOK COKPAILIEHUN

17-runpoxcumnporecTepoH

Human Leucocyte Antigens (cucteMa reHOB TKAHEBOW COBMECTUMOCTH
YEJIOBEKA)

Testicular Adrenal Rest Tumors (0Opa3oBaHus B sMUKaX U3 OCTATOYHOU
HAJMOYEUHUKOBOM TKAHH)

ApTepuanbHasi THIEPTEH3US
AJIPEHOKOPTUKOTPOITHBIN TOPMOH

AKTHBHOCTH PEHUHA IJ1a3Mbl

Bposxxnennas nuchyHKIus KOpbI HAIMTOYEYHHUKOB
['mrIoKOKOPTUKOUABI

I'mnepronnueckas popma BJIKH
J1€e30KCUKOPTUKOCTEPOH

XKenyno4HO-KUIIEUHBIH TPaKT

WNupnekc maccrl Tena

KoMOuHMpoBaHHbIE OpaibHbIE KOHTPAIEHTHUBBI
JlumomnpoTren bl BBICOKON INIOTHOCTH
MuHepanoKOpTHKOHUIbI

Hexknaccuueckas popma BposkIeHHON AUCPYHKIIMHU KOPBI HAAIOYSUHUKOB

Hapy>xHbIe 110JI0BBIE OpTaHbI
HapyieHue TonepaHTHOCTH K TIIIOKO3€
OpaspHbIi TITI0KO30TOJIEPAHTHBIN TECT
OOwuwmii xonecTepuH

CaxapHblii tuabet



METOJ0JIOT'UA

MeToabl, HCII0JIb30BAHHBIE ISl cOOpa/cesIeKIIMU T0KA3aTeIbCTB: IMOUCK B JIEKTPOHHOMN
0a3e IaHHBIX

Onuncanue MeTOI0B, MCNOJIb30BAHHBIX VISl COOpPa/cesIeKIMHU 10KA3ATeIbCTB:
JTIOKa3aTeIbHOM 0a30M JUII PEKOMEHIAIIMI SBJISIOTCS IMyOJIMKAIIMH, BOIIC/IINE B ONOIHOTEKY
Cochrane, 6a3b1 nanasix EMBASE 1 MEDLINE. I'myouna moucka cocraBisiia 5 JieT.

MeToabl, HCII0/Ib30BAHHBIE 1JI51 OLIEHKU KAa4eCcTBAa U CHJIbI J0KA3aTeIbCTB:
o Koncencyc sxcnepron

o O1ieHKa 3HAYMMOCTH B COOTBETCTBUH C YPOBHSIMH JOKa3aTEIBHOCTH U KJIACCAMHU
peKOMEeH A (TIPUIIararoTCs).

YpoBuu gokaszareiabHocTu (Y/) u kaaceol pekomenganuu (KP)

YpoBeHb HcTounuk 1oKa3aTeILCTB

1(2) [IpocriekTUBHBIE paHIOMU3UPOBAHHBIE KOHTPOJIUPYEMbIE HCCIIEIOBAHUSI.

HOCT&TO‘IHOG KOJIMYECTBO HCCICAOBAaHUN C JOCTATOYHOM MOIITHOCTBHO,

KOJINYCCTBA JaHHBIX.

prngle MCTa-aHaJIN3bI.

KOHTPOJIHPYEMOC UCCIICAOBAHUC.

PGHPCSCHTB.TI/IBHEIH BBI60pKa IIalITMCHTOB.

C

y4aCTuEM OOJILIIIOr0  KOJHUYECTBA MMagUCHTOB MW IIOJYUYCHHCM 00JILIIIOrO

Kax MHUHUMYM, OAHO Xopouio OpPraHu30BaHHOC  PAHAOMHU3HPOBAHHOC

11 (2) [IpocrniekTUBHBIE C paHAOMU3ALUEH WK 0€3 UCCIIETOBAHMS C OTPAHUYECHHBIM
KOJMYECTBOM JTaHHBIX.

Heckonbko uccieaoBaHuii ¢ HEOOJIBIIINM KOJIHMYECTBOM Al CHTOB.
XOpOI_HO OpTraHNU30BaHHOC ITPOCIICKTUBHOC UCCIICAOBAHNC KOTOPTHI.
MeTta-aHanu3bl OIr'paHUYCHBI, HO ITPOBCACHBI Ha XOPOILICM YPOBHCE.

PeByﬂBTaTH HCIIPE3CHTATUBHBI B OTHOILICHUHN LIEJIEBOM MOITyJIAHUH.

XOpOI_HO OpPTraHHU30BaAHHBIC UCCIICAOBAHU A «CJ'Iy‘IB.ﬁ-KOHTpOJ'IL)).

111 (3) | HepanmoMuzupoBaHHBIC KOHTPOJIUPYEMBIC HCCIICIOBAHUS.
HccnenoBanus ¢ HEAOCTATOYHBIM KOHTPOJIEM.

PannoMu3upoBaHHbIE KIMHUYECKUE UCCIIEIOBAHUS C KAK MUHUMYM |
3HAYUTENBHON WM KaK MUHUMYM 3 HE3HAYUTEIbHBIMU METOA0JIOTHYECKIUMHU
OIINOKAMH.

PerpocrnexTrBHbBIE WM HAOMIOJaTENIbHBIE UCCIIEIOBAHUSI.
Cepust KIMHHUYECKUX HAOIIOIEHUH.

HpOTHBOpC‘{I/IBLIC JaHHBIC, HC ITO3BOJIAIOIINEC C(bOpMI/IpOBaTB OKOHYAaTCIIbHYIO
PECKOMCHAANIO.

1V (4) MHuenue sKcrepTa/JaHHble U3 0TYETa IKCIIEPTHOW KOMHUCCHH,
HKCIIEPUMEHTATLHO MOATBEPKICHHBIE U TEOPETUIECKH 0OOCHOBAHHBIE.

Kaace Onucanue Pacimgposka




PexomeHmanmst o0cCHoBaHa Ha BBICOKOM
YPOBHE JIOKa3aTEIbHOCTH (KaK MHHUMYM |
yoenurenbHas myoaukamus | ypoBHs
JI0Ka3aTeIbHOCTH, TIOKa3bIBAIOIIIAs
3HAYUTEIBHOE MMPEBOCXOCTBO MOJIb3bI HA|
PHCKOM).

Meron/Tepanus nepBoii TNHUH,

1100 B COYETAHUH CO
CTaHJIApTHOU
METOIMKOM/Tepanuei.

PexomeHanusi OCHOBaHa Ha CpETHEM
YPOBHE JIOKa3aTEIIbHOCTH (KaK MHHUMYM |
yoenurensHas myonukarus | ypoBHs
JI0Ka3aTeIbHOCTH, TIOKa3bIBAIOIIIAs
3HAYUTEIBHOE MPEBOCXOCTBO MOJIb3bI HA|
PHCKOM).

Meroa/Tepanusi BTOpO# JIMHUH;
00 MPHU OTKa3e,
IPOTUBOMNOKA3aHUH, UITU
HeA((PEKTUBHOCTH CTaHIAPTHOU
METOUKH/TeParHH.
Pexomennyercs
MOHHUTOPUPOBAHHE MTOOOYHBIX
SIBJICHU.

Pexomennanus ocHOBaHa Ha €1abOM ypOBHE
J0Ka3aTeIbHOCTH (HO KaK MHHUMYM 1
yoeaurenpHas myonukanus |l ypoBus
J0Ka3aTeIbHOCTH, ITOKa3bIBAFOIIAS
3HAYUTEILHOE MTPEBOCXOACTBO MOJIb3bI HAL
PUCKOM) U

HET yOeUTENbHBIX JJAHHBIX HU O M0JIb3€, HU
0 pHCKE)

Hert Bo3paxkenuii npoTus
JTAaHHOT'O METO/1a/Teparuu

uiu

HET BO3PaXCHHI MPOTUB
IPOJOHKEHUSI TAHHOTO
METO/1a/Teparuu.

PexkomeH10BaHO MpH OTKa3e,
IPOTHBOIOKA3aHUH, WU
HeA((PEKTUBHOCTH CTaHIAPTHOM
METOIMKH/TepaIuu, Ipu
YCJIOBUHU OTCYTCTBHUS TOOOYHBIX
s dexToB.

OtcyrcTBue yoenuTenbHbIx myonukarui |, 11
wiu |1l ypoBHS qOKa3aTeNbHOCTH,
MMOKAa3bIBAIOIIMX 3HAYUTEIHHOE
MIPEBOCXOJICTBO TMOJIb3bI HAJl PUCKOM,

aubo

yoeautensHblie myomukary |, 1 vmm 111
YPOBHSI I0Ka3aTeIbHOCTH, MOKA3BIBAIOIIINE
3HAYUTENIBHOE MPEBOCXOACTBO PHCKA HAJl
MOJb30M.

He pexomenoBaHo.

Metoabl, HCIIO/Ib30BaHHbIE JIS1 AHAIN3A J0KA3aTeIbCTB:

o O0630pbI ONyOJIMKOBAaHHBIX METa-aHAIU30B

o Cuctematnueckue 0030pbl ¢ TAOIUIIAMU JJ0KA3aTEIbCTB
Onucanue MeTO10B, HCNOJIb30BAHHBIX JIsl AHAIN3A J0KA3aTeIbCTB:

HpI/I OT60pC Hy6J'II/IKaI_II/II71 KaK IMOTCHIHUAJIBbHBIX UCTOYHHKOB A0KAa3aTCJILCTB, UCIIOJIb30BaHHAA B
KaKI0OM HCCJIICAOBAHUU MCTOAOJIOTUS U3YyHaCTCA IJIA TOTO, YTOOBI y6e,[[I/ITBC$I B €€ BaJIMHOCTH.



Pe3ynbrar u3ydeHus: BIUSET Ha YpPOBEHb JI0OKA3aTElIbCTB, MPUCBAMBAEMbIN MyOJIMKAIlMU, YTO B
CBOIO OUYEpEe/Ib BIMSIET HA CHITY, BHITEKAIOIINX U3 HEE€ peKOMEHIallHil.

Metononorndeckoe u3ydeHue Oa3MpyeTcs Ha HECKOJbKHMX KIIFOUEBBIX BOIPOCAX, KOTOPHIE
c(OKyCcHpOBaHBI Ha TeX OCOOCHHOCTAX Ju3ailHa MHCCIENOBaHUs, KOTOpPbIE OKa3bIBAIOT
CYIIECTBEHHOE BJIMSHHE HAa BaJUAHOCTh PE3YJIbTATOB U BBIBOJOB. OTH KIIIOUEBHIE BOIPOCHI
MOTYT BapbUpOBAaTh B 3aBHCHUMOCTH OT THUIIOB MCCJEIOBAaHUN U MPUMEHSEMbIX BOIPOCHHUKOB
(MaTepHaioB), UCIOJIb3YEMbBIX JIJIsl CTAHAPTU3AIMH MPOLIECcCa OLICHKH IMyOIUKalni.

beutn  ucnonp3oBaHbl MaTtepuanbl KOHCeHCycHou rpynnbl 1o BJKH: «®epepanbHbie
KIIMHUYECKHE PEKOMEHJAIMM — [MPOTOKOJIbI MO BEACHHIO MAlMEHTOB C BPOXKIACHHOMN
TUC(YHKIMEH KOpbl HAJIMOYSYHUKOB B JIETCKOM Bo3pacte»», 2014 r.; nuccepranmonHas padota
CazonoBoit A.M. « ComaTH4eCKHW CTaTyC W METaOOJIMYECKUN HapyIIeHUs Y B3POCIBIX
nanueHnToB ¢ padmmudbsiMu Gpopmamu BJIKH», 2013 r; Congenital Adrenal Hyperplasia Due to
Steroid 21-hydroxylase Deficiency: An Endocrine Society Clinical Practice Guideline Journal of
Clinical Endocrinology & Metabolism, September 2010, Vol. 95(9):4133-4160;
CUCTeMaTU4YeCKue 0030pbl, METa-aHAJIM3bl U OPUTHUHAIbHBIE CTATHHU.

MeToabl, HCIOIB30BaHHbIE 1151 (POPMYTUPOBAHUS PEKOMEHTAIMI:
KOHCEHCYC 3KCIIEPTOB
HNuauxaropsl 1o0poxavyectBennoii mpakruku (Good Practice Points — GPPSs):

Pexomenayemas noOpokadyecTBeHHAash MpaKTHKa Oa3upyeTcs Ha KIMHHUYECKOM OIbITE YJICHOB
paboueii rpymnbl Mo pa3padoTKe peKOMEHIAIINA.

DKOHOMHUYECKUH aHAJIN3:

AHanu3 CTOMMOCTH HE IpoBOAMIICA U HY6J'II/IKaI_II/II/I 10 (l)apMaKOBKOHOMI/IKe HE
AHAJIN3HUPOBAJIMCH

MeTtoa BaJauau3anuu peKOMeH/amuii:

° Bremrnss axcriepTHas orieHKa

. BuyTpeHHss skcniepTHas OLleHKa

Onucanue MeTOAa BAJINAU3ALMN PEKOMEH/IaIUii:

Hacrosmue PEKOMEHIAlNun B HpeI[BapI/ITCJIBHOﬁ BE€pCcun ObLIH PCUCH3UPOBAHbBI HE3aBUCUMBIMHA
9KCIICPTaMH, KOTOPLIC TONPOCUIN TMPOKOMMCHTHPOBATHL IMPCKAC BCETO TO, HACKOJIBKO
HHTEpHpCeTallvud JOKa3aTCIIbCTB, JICKAIIUX B OCHOBC peKOMeHHaHHﬁ, AOCTYIIHA IJId ITIOHUMaHMUA.

KomMmeHTapuu, noimydyeHHbIE OT HKCHEPTOB, TIIATEIBHO CHUCTEMATU3UPOBAINCH U OOCYXIAINCh
npezcenareseM M wieHamu paboded rpymmbl. Kaxaplii myHKT oOCyxJajics M BHOCHUMBIE B
pe3yapTaTe TOTO0 U3MEHEHHUS B PEKOMEHJALMU PErucTpUpOBalIMCh. Eciu ke M3MEHEHHs He
BHOCHWJINCH, TO PETUCTPUPOBAIINCH IPUUMHBI OTKA3a OT BHECEHUSI N3MEHEHU.

Koncyanaunn N IKCIIEPTHAA OUECHKA:

[TpoeKT KIMHUYECKUX PEKOMEHIAINN BEIHOCUIICS Ha 00CYKICHHE CPEeld CTICIIHATUCTOB
podeccopcKo-MpernoaBaTeIbCKOro COCTaBa, OPraHU3aTOPOB 3PABOOXPAHEHHSI B 00JIACTH
SHIOKPUHOJIOTUU U MPAKTUUECKUX CIIEIIUATUCTOB B (HOPME 3a09HOTO OOCYKACHHUS, & TAKXKE
oOcyKaalncst B paMKax dKCIIEPTHBIX coOBeTOB Poccuiickoit Accoruary DHI0KPHUHOIOTOB,
COCTOSILIMX U3 BEAYIIHX CIIEMAIUCTOB pernoHoB Poccuiickoit denepanuu.

HpOCKT peKOMCHI[aI_II/Iﬁ OBLI PCLUCH3UPOBAH TAKKC HC3aBUCUMBIMU JSKCHCPTAMH, KOTOPBIX
MOIMIpoCHuIInN MPOKOMMCHTUPOBATD, IMPEKAC BCCTO, NJOXOAYHUBOCTH W TOYHOCTH HMHTCPIPCTALIUA
JIOKa3aTelIbHOM 63.3]:1, JIeKalleil B OCHOBE peKOMeHHaHHﬁ.



PaGouas rpynna:

Jlns OKOHYATENPHOW pEeNaKIMd W KOHTPOJS KadyecTBa PEKOMEHJAIMH OBLIM TOBTOPHO
MIPOAHAIM3UPOBAHBI WICHAMH Pa00OYeil TPyIIbl, KOTOPbIE NPHILIA K 3aKIIOYCHHUIO, YTO BCE
3aMeYaHMs] 1 KOMMEHTAPUH SKCIIEPTOB MPUHATHI BO BHUMAaHHUE, PUCK CUCTEMATHUYECKHX OLITHOOK
pH pa3paboTKe PEKOMEHIAIMN CBEJICH K MUHUMYMY.

OcCHOBHBIE peKOMEHTAIMHU:

Kmacc pexomenmamuii (A-D), ypoBum poxazarenscte (I, I, 1ll, 1V) u wungukatops
JOOPOKAYECTBECHHOM MPAKTHKYU MPUBOSATCS TP U3JIOKEHUH TEKCTa PEKOMEH AN,



JIMUIAEMUNOJIOI'UA

Bpoxnennas nucdynkius xkopsl HaanmoueuHukoB (BJIKH) — sto rpymma ayrocomHo-
peleCCUBHBIX 3a00JIeBaHUM, XapakTepuU3yIoluXcs e()eKToM OJHOrO U3 (PEepMEHTOB WU
TPAHCIIOPTHBIX OEJIKOB, MPUHUMAIOIIUX yJacTHE B CHHTE3€ KOPTH30JIa B KOpe HAAMOYEUHUKOB.
B nacrosmee Bpems onrcano 7 ¢dopm BJIKH:

e  JIMIOWJHAS TUIIEPILIa3usl KOPbl HAAMOUYeYHUKOB (Aedunut StAR-npoTepuna)
e nedunur 20,22-necMonazbl

e nebunur 17a-ruapokcunasel/17,20-1ua3bl

e nebunut 3B-ruaAPOKCUCTEPOUICTHIPOTCHA3BI

e nedunur 2 1-ruapokcuiasbl

e nedunur 11B-ruapokcunassl

e  edUIHT OKCHIOPETYKTA3hI

HaubGonee wacrtas d¢opma BJKH, BcTpewaromascs Oonmee uem B 90% ciydaes,
oOycnosniena aedunurom depmenta 21-ruapokcunassl. B cBoro ouepens, BJIKH Bcnencteue
nedurnuta 21-ruIpoKcuiasbl MoApasaeisieTcs Ha HEKJIACCUUECKYI0 U KilacCu4eckue (BUpHIIbHAs
U COJIbTEpsroIIasi) GopMal.

PacnipocTpanenHocTh kiaccuueckux ¢opm aedunmta 21-ruapoKcuia3bl COCTaBISET OT
1:10000 mo 1:20000 HOBOpOXJIEHHBIX B Mupe. [lo maHHBIM HEOHATaJbHOrO CKpUHUHTA B PD
pactpoctpaneHHOCTh coctaBiseT 1:9500. Hekmaccuueckas ¢opma BJIKH BcTpewaercs yare —
0,1-0,2%, a B HEKOTOPBIX U30JIMPOBAHHBIX STHUUECKUX IPYIINAX, XaPAKTEPU3YIOLIUXCS BHICOKUM
MIPOLICHTOM OJIM3KOPOJICTBEHHBIX OpakoB (HarpuMmep, eBper AIIKEHAa3H), paclpoCTPaHEHHOCTh
MOKET JOXOauTh 10 1-2% [3].

Ha BTopom mecte Haxonutces runepronndeckas ¢opma BJIKH (I'd BJAIKH) — nedumur
11B-ruapokcunaspl, KOTOpas BCTpeYaeTcsi MO JAaHHBIM JuTepatypsl npumepHo y 1 na 100000
HOBOPOXKJIEHHBIX, a cpenu eBpeeB Mapokko - 1 na 5000-7000 HoBOpoxneHHBIX. B Poccun
pacunpoctpaneHHocTh '@ BJIKH He u3yueHna.

OcTtanbHbIE (l)OpMBI OIIKMCAaHbI JIUIIb B BUAC OTACIBHBIX KIMHUYCCKUX Ha6JIIOI[eHI/II>’I Hh HC
noAJICXKaT CUCTEMaTu3alu J1JIs BLIpa6OTKI/I KIIMHUYCCKUX peKOMeHHaHHﬁ.

ITUOJIOI'UA

[Tpuunnoit pa3zButus noboit popmsl BJIKH sBisttorcs MyTanun reHoB, OTBEYAOLINX 32
CHHTE3 (DEPMEHTOB WJIM TPAHCHOPTHBIX OEJIKOB, yJaCTBYIOIIUX B OMOCHHTE3€ KOPTU30JIa.

BJIKH BcneactBue nedunura 21-ruapokcuiassl o0ycioBieHa myranuei B rene CYP21
(CYP21A2, CYP21B), naxomsiiemcst B HLA-koMIuiekce Ha KOPOTKOM ILjiede 6-if XpOMOCOMBI
(6p21.3). BomburHCcTBO (75-80%) MyTarmii IPUXOAUTCS HA TOUYCYHBIE MUKPOKOHBEPCHH MEMKITY
reaoM CYP21 u romosiornunbiM emy miceBiorenom CYP21P (CYP21A1P, CYP21A), Bcero 20-
25% mnpuxoauTcs Ha KpyHHBIE MyTallMd — JeJelHd W KOHBEPCUHU, MPUBOASIIME K Oolee
TsoxenbiM popmam BJIKH. Kpome Toro, cymiecTByroT 6osiee peikie Criopaguiyeckiue MyTalluu.

B GonpmHcTBEe ciydaeB neduimra 21 rHIpOKCHIIa3bl OTMEYAETCsl HAIW4Yhe (eHOTHII-
TeHOTUITMYECKON KOppessaiuu. Tak MyTaluu, COMpPOBOXIAIOLIMECS coXpaHeHueM Oosee 5%
aKTUBHOCTH (hepMeHTa, MPUBOJAT K HEKJIaccuueckor (popme 3a0osieBaHMs; KPYIHbIE AETCIHUN U
CIUIAaHiCHT-MYyTalluH, P KOTOPHIX aKTUBHOCTH (pepMeHTa cHUkeHa 10 0-2% - K KIlaCCHYeCKUM



dbopmam. OnmHakO HEOOXOAUMO IMOMHHUTH, YTO OJHM M T€ K€ MYyTAaIlMd MOTYT HPHBOJHWTH K

pa3HbIM (DeHOTUTTHYECKUM TposiBiieHusM (Ta6m. 1).

Tabauya 1. @enomunuueckasn Koppenayus Hauoonee yvacmolx mymayuii eena CYP21 npu

paznuunsix popmax B/IKH.
Coabtepsiromas gopma Bupuabnas popma Hexaaccnueckasi popma

- E3del - P453S - V281L

- 12spl - P30L - P30L

-1172N - 1172N -P453S

- R356W -P105L

- Q318X -R339H

- Knacmep E6 -V304M

- V237E -G375S

B cimyyae xomMnayHA-reTepO3UTOTHBIX MYyTAallMi KIMHUYECKas KapTHHA OIpelessieTcs
Oonee «ierkoi» myranueil. B oTiMuue OT ETCKOTO BO3pacTa, Y B3POCHBIX HECKOJIbKO Oolee
BBICOKA YyBCTBUTEIHLHOCTh MUHEPATOKOPTUKOUIHBIX PELENTOPOB, MOATOMY T€ MYyTallUH, 4TO B
JNETCTBE Yallle J1aBaji KIMHUYECKYI0 KapTHHY, XapaKTepHYIO Ui CONbTEpsolieil (GopMbl, y
B3POCIIBIX KIIMHUYECKU MOTYT MPOSIBIATHCS B BUIE TPOCTOM BUpMIbHOU (hopmbl (Tabdi 2).

Tabnuya 2. @enomunuyeckue npossIeHUs. PAZIULHBLX 2EHOMUNOE ) 63DOCIbIX NAYUCHINOE
¢ deqpuyumom 21-2uopoxcunazol 6 PO [4].

Myranus Kiannuyeckue npu3HaKu
3a0osieBanus (%)
12spl/12spl Counbrepsitomast 85%
Bupunbsnas 15%
1172N/1172N Conbrepsromas 21%
Bupunesnas 78%
E3del/E3del Counbrepsromas 100%
R356W/R356 Counbrepsromas 100%
Q318X/Q318X Conbrepstomas 100%
12spl/1172N Counbrepsromas 100%
12spl/P30L Bupunbaas 100%
12spl/vV281L Bupunbras 100%
1172N/R356W Bupunsnas 100%

I'unepronnueckass ¢opma BJIKH pasBuBaercs Bcnencrsue myrtauuid rea CYP11B,
JIOKaJM30BaHHOM Ha 8 xpomocome (8q21-q22). B opranusme dyenoBeka (hyHKIMOHHPYIOT 2
uzohopmbl pepmenta, obOnagaromme 93% wuaeHTHYHOCTHIO. 11P-rmapokcunaza 1 Tuma
(CYP11B1) BelpabaThiBaeTCsS B Iy4KOBOW 30HE KOPHI HAIIOYEYHUKOB, OTBEYACT 32 OMOCHHTE3
koptusona u perynupyercss AKTI mo mexanuzmy oTpuuarenbHoil oOpaTHO# cBsi3u. VIMeHHO
nepuuut ¢epmenta 11B-ruapokcunasel 1 TUMa NPUBOIUT K Pa3BUTUIO THIIEPTOHHUYECKOU
dopmsr BIIKH. Hanbonee yacras myranus B rene CYP11B1 — R448H.

ITATOTI'EHE3

Hapymenue cuHTe3a KOpPTH30Ja BCJIEACTBHE HEJNOCTaTOYHOCTH (epmeHta 21-
THJIPOKCUIIA3bl BEAET K TOMY, YTO IO MEXaHU3My OTpUIATEIbHONH OOpaTHOW CBS3M HM30BITOK
AKTT ctumynupyeT KOpPKOBBIM CIIOM HaAIIOYEYHUKOB, YTO BBI3BIBAET €€ rumnepmiazuwo. Ilpu



3TOM M3-3a CYIIECTBYIOIIETO ()epMEHTATUBHOTO OJI0Ka Ha MyTH CTEPOUIOTEHEe3a HAKAIJIUBAIOTCS
MPEIIIEeCTBEHHUKN KOPTHU30Jla U aHJPOTreHOB, MyTH 00pa30BaHUsA KOTOPHIX HE 3a0JIOKMPOBAHBI

(puc.1).

Puc. 1. [lamocenes BIIKH ecredcmesue oecpuyuma 2 1-euopoxcunaszol.

R

XonectepHu

!

Ilpermeronor ——» 17-OH-mpersenonon — > JerMIpOSIHAHIPOCTEPOH

! } l

TIporectepor 17-OH-nporecrepon T ———>  AHIPOCTEHIHOH

AKTT 1 21-ruapokcuiiaza v
TecTrocTepoH T
Hle3OKCHKOpTH- 11-Ae30KCHKOPTH3OT
KOCTEpOH
Kopruxocrepon
Anbrocrepon | Koptusoan |

IIpu I'®@ BJIKH mnarorene3 ananoruueH aepuuuty 21-ruapoxcuiiasbl. [JIaBHBIM
OTJIIMYHUEM SIBIISIETCS TO, 4yTO Tipu ['D 610K pacmosnaraet HUXKe, IPU ATOM HapYIIAETCs] KOHBEPCHUS
ne3zokcukoprukocrepona ([JOK) B koptukocrepon. Mmenno u3owitok JIOK, obGnamarormero
MUHEPAIIOKOPTUKOUTHONH  aKTHBHOCTBIO, CUMTAETCS OCHOBHOW NPWYMHON  TOBBIMICHUS
aprepuasnibHoro nasinenus npu BJIKH (puc. 2). Taxke obcyxnaercss Bo3MoOkHas poiib 18-
rupokcu- u 19-okco- merabonutoB JJOK, koTopsie Toxke 001a/1atl0T MUHEPAIOKOPTUKOUTHBIMU
CBOMCTBaMH.

Puc. 2. Ilamocenes B/IKH ecreocmeue oegpuyuma 1 1p-2uopokcunasoi.

Xonectepna
IIperHeHOmOH ——» 17-OH-pergesonor — > JeTHIPOSIIAHAPOCTEPOH
TIporectepoH 17-OH-nporectepon —* AHIPOCTeHONOH
AKTT 1 l J. v
Je30KCHKOpTH- 11-nezokcHKOpPTH30T T Tecrocrepon 1
KoCTepoH 1

i( | 11B-ruppoxcniaaza |
Koptukoctepon

l

AILIOCTEPOH Kopruzou |




KIMHNUYECKASA KAPTUHA

Knunnyeckas xaptuna aedunura 21-rHIpOKCHIIa3bl CKIAIBIBACTCA U3 JABYX OCHOBHBIX
COCTaBJISIFOLIUX: HAAMOYEYHUKOBOM HEIOCTATOYHOCTH, BO3HHUKAIOIIEH BcieacTBHE NeduiuTa
CHUHTE3a KOPTH30Jla U albJOCTepOHA, U THIEPaHIPOreHUU, BO3HUKAIONIEH M3-32 M30BITOYHOU
OPOAYKIMHU HE3a0JIOKUPOBAHHBIX MOJIOBBIX CTEPOMJOB. B 3aBUCHMOCTH OT CTENEHU
COXPaHHOCTH aKTUBHOCTH (epMeHTa 21-Tuapokcuiasbl BBIICNAIOT JIBE KJIacCHUecKHe (popmbl
BJIKH: conpbTepsitolyto U BUPUIBHYIO.

[Ipu conbrepsoomeit Gopme umeercs AeUIUT KaK MUHEPATOKOPTHUKOHMAOB, TaK U
[IIOKOKOPTUKOUIOB. [IpuueM nedunut nocneHUX, IpU OTCYTCTBUH KOMIIEHCALIUU, IPUBOJUT K
Pa3BUTHIO CMEPTENIbHO-OMACHOTO COCTOSIHUSI — COJIBTEPAIOIIETO Kpu3a, OOYCIOBICHHOIO
CHI)KEHHEM peabcopOLuM HAaTpus B KaHAJIbIAX MOYEK, CHUKEHHEM OO0BEM IUPKYIHPYIOIIen
KpPOBH, apTepUaJIbHOTO JaBICHUS, Pa3BUTHS BhIpAXKEHHOTO 00e3BOkHMBaHUs. Hanbomnee Tsokesno
COJIBTEPSIIOIINE KPHU3bI MPOTEKAIOT B JETCKOM BO3pacTe, C BO3PAacTOM MX 4YacTOTa CHHKAeTc,
OJIHAKO B CTPECCOBBIX CHUTYallUsSX, HAMpUMeEp, MPHU OMNEepalusx, TpaBMax, WHTEPKYPPEHTHBIX
3a00JIeBaHUSAX, OHU MOTYT OCJIOKHUTH Te€UEHHUE 3a00I€BaHUS U Y B3POCIbIX.

[Tpu BupuibHOI (hopMe OTMEHaeTCcsi TONBKO JeUIUT KOPTH30Ja, YTO MPH OTCYTCTBUU
JICYCHUS] TPOSIBISIETCS MBIIICUYHON C1a00CThIO, YTOMIIIEMOCTBIO, MOTEMHEHHEM KOXKHBIX
MOKPOBOB Ha JOHE CUMITOMOB TUIIEPAHIPOTECHUH.

Hepem(o Yy HNanuceHTOB OTMEYACTCs HU3KUH KOHEUYHBIN POCT, YTO MOXKCT ABJIATHCA
CJIICACTBHUCM KaK HCJOCTATOYHOI'O (I/I3-3a H30BITKA aHI[pOl"CHOB), TaKk ¥ H30BITOYHOI'O (I/I3'38
M30BITKA I‘J'IIOKOKOpTI/IKOI/I,I[OB) JICUCHHA B ICTCTBC.

[Ipu3Haku runepaHgpoOreHUH Y >KEHIIUH C Kiaccuueckumu (opmamu nedunura 21-
TUAPOKCUIIA3bl OOBIYHO SPKO BBIPQKEHBI M MPH OTCYTCTBHUHM JICUCHUS MPOSBISIOTCA
BUPWIM3AIMEH HAPYXHBIX IIOJIOBBIX OPraHOB, aMEHOpeel, BBIPAKECHHOW ajomenued u
rupcytu3smMoM. B HenmarnoctupoBanHbix cinydasx BJIKH manueHTku ¢ KEHCKUM KapUOTHIIOM
UMEIOT MYKCKOH (eHoTHn. Y MyXYdUH OpHU3HAKaMU HAJNOYEYHUKOBOW THIEPaHAPOTeHUN
ABIISAIOTCA OECIIoNe, TOSBIICHUE aKHE.

Hexnaccuueckas ¢opma BJAKH He compoBoxmaeTcss NMpU3HaAKaMH HaJIOYEYHHUKOBOMH
HEI0CTaTOYHOCTH U MPOSBISIETCS TOBOJIBHO MO3/IHO — OOBIYHO TOCIIE MyOepTaTHOro Bo3pacra. ¥
MYKUUH 3TO 3a00JIeBaHUE NMPAKTUYECKH HUKOTAA HE AMArHOCTHPYETCs U He TpeOyeT JeueHHs B
CBS3U C OTCYTCTBHEM XAPAKTEPHBIX IPU3HAKOB. Y JKCHILMH OTMEYAIOTCs MPU3HAKU YMEPEHHON
TUIEPAHPOT€HUN:  aKHE, THUPCYTH3M, ajolelus; 4YacTo HaOmoJaeTcs  HapylleHHue
MEHCTPYaJIbHOTO IIUKJIa, OECIUIOINEe U HEBbIHAIIMBAHUE OEPEMEHHOCTH.

VY nauuentoB ¢ aedpuuuroMm 11B-ruppoxcunasel, Kak W IOpU BUpHIbHOU (opme 21-
THJIPOKCUIIA3bl, Pa3BUBAIOTCS KIMHUYECKHE TNPU3HAKH, CBS3aHHbIE C JACHCTBHEM H30BITKA
aHJpPOreHoB M nepunura KopTtu3oia. [losToMy B JETCKOM BO3pacTe HEPEIKO MalUueHTaM
OLIMOOYHO YCTaHABIMBAETCS AUArHo3 aepunuTa 21-rugpokcuiassl, TeM 0ojiee 4To ypoBeHb 17-
OH-mporecrepona (170HP) y Hux OOBIYHO TMOBBIIIEH, KaK M TpH BUPWIBHON Qopme.
3amo103pUTh TUINEPTOHUYECKYI0 (OPMY MOXXKHO B CiydasiX MOBBIIIEHUS apTepHaAIbHOIO
JaBJICHHUsS Yy TMAalMEHTOB Ha TJIIOKOKOPTHMKOMIHOM Tepanmuu B OTCYTCTBHE IPU3HAKOB
nepeao3upoBkH mpenaparoB. Al', koTopas BcTpewaercss y 2/3 mamuentoB ¢ aeduuutom 11B-
TUIPOKCHUIIA3hl, HAYMHAET MPOSIBIATHCS B Pa3HOM BO3pACTE, Yalle B JETCTBE, MOXKET HOCUTh Kak
YMEPEHHBIN, TaK ¥ BBIPAKEHHBIN XapaKTep C pa3BUTHEM OCIOKHEHW: THIepTpodus JIeBOro
JKeJlyl0uKa, pETUHOIIATUS, MAKPOBACKYJIIPHBIE OCJIOKHEHUS.

10



JTUATHOCTHUKA

Jluaznocmuka knaccuueckux gpopm oepuyuma 2 1-2udpoxcunazol
Pexomenoauuu:

1.1 B kauecmse 0CHO8HO20 MemoOa 6bisgleHus Kiaccuieckux gopm oegpuyuma 21-
2UOPOKUCTIA3bL PEKOMEHOYem sl NPOBOOUMb HeOHAMAIbHbLU cKpuHuHe (1B).

1.2 B cnyuasx Heobxooumocmu noCmamosku OuacHosa 8 0Oojiee No30HeM 803pacme
2NIABHBIM OUACHOCMUYECKUM MapKepom Asnsemcs yposenv 170OHP 6 cvleopomke Kposu 8 pantue
ympeHnHue uacwl (1B).

bmaropaps tomy, yro BJIKH sBnsercs reHernuecku™m, NOTEHUHAIBHO JIETAIBHBIM H
UMEIOUIMM YeTKUH JUarHOCTMYECKUH Mapkep 3a00JeBaHUEM, ONTHUMAJIbHBIM METOJIOM
BesiBiieHHd B/IKH BO BceM mupe B Hacrosinee BpeMsl CYUTACTCS NPOBEACHUE HEOHATAIBHOIO
ckpunuara. C cepeaunabl 2006 T. oH ObLT BHEIpeH W B Poccuu, 4TO MO3BOJSET MOCTABHUTH
JMarHo3 M HayaTb JICYEHHWE €lle B pPaHHEM JEeTCKOM Bo3pacre. [loaromy nmarHocTtuka
KJIaCCHYEeCKUX (OpM BO B3pOCIOM BO3pacTe OObIYHO yxe He TpeOyercs. OmHako WHOTAA
3a00JIeBaHNE HE IUArHOCTUPYETCS BOBPEMs, M YCTAHOBIIEHHE JMArHo3a TpeOyeTcst B cTapiieM
Bo3pacte. OOBIYHO 3Ta CUTyalHsi BO3HHKACT Y B3pPOCIBIX NPU COYETAHHH HECOOTBETCTBHSA
IIaCIIOPTHOIO M TEHETHYECKOro IIoJIa WM MPH JUIMTEIBHO CYIIECTBYIOIIEH TSXKEJION
BUPUIIN3ALMH.

Juarnoctuka aedunura 21-ruapokcuia3zsl OCHOBaHA Ha onpeneneHnu ypoHs 170HP —
NPEIIECTBEHHUKAa KOPTH30J1a, HAXOJIIErOCs HENOCPEACTBEHHO HaJx (epMEHTATUBHBIM
osioxom. IIpu knaccuueckux popMax ero ypoBeHb 0OBIYHO 3HAYUTEIHHO MpeBbIieH — 6oee 300
HMOJB/1T Wi 6onee 100 ur/min. Kpome Toro, oTMedaercsi BHIpaKCHHOE IMOBBIIICHUE YPOBHEH
TECTOCTEPOHA, aHJIPOCTEHIMOHA U APYTHX MPEIIICCTBEHHUKOB MOJIOBBIX CTEpONI0B. [Ipn Takmx
MOKa3aTesiX JWarHo3 HE BBI3BIBACT COMHEHHA, JOTIOJHUTEIBHOTO TOJATBEPKICHUS HE
TpeOyercsl.

JInsi  OKOHYATENBHOTO  YTOYHEHHS  JUarHo3a ©M € 1EJIbI0  TEHETHYECKOTO
KOHCYJIbTUPOBAHUS TAIIMEHTOB HCIOJB3YeTCsS TEHETHYECKOE WCCIEOBaHUE Ha Halludue
mytaiui B rere 2 1-ruapokcunasel - CYP21. I'enotunuposanne BJIKH momkHO ipoBOAUTHECS B
cepTUGUIUPOBAHHBIX JA0OpPATOPUAX, B KOTOPBIX HMMEETCS aJeKBaTHBIM KOHTPOJIb KauecTBa
MIPOBOIMMBIX aHAIU30B U TJIe MOXKHO MPOBECTH cekBeHHpoBanue rena CYP21, ecnu ckpuHHHT
Ha HanboJiee YacThle MyTaIlMK OKa3aJcsi HeMH()OPMATHBHBIM.

Juaznocmuka nexnaccuueckoiut gpopmot 21-2udpokcunasol
Pexomenoauuu:

1.3 JHuaenocmuxa uBJJKH npogooumcs y XCeHuwuH ¢ NPUSHAKAMU 2UPCYMU3Ma,
anoneyuu, aKHe, HAPYWEHUAMU MEHCMPYAIbHO20 YUKId, Oecnioouem u/uiu npueblyHbiM
HegblHauuganuem bepemennocmu (2B).

1.4 Pexomenoyemcs npogooumsv ouacnocmuky HB/KH no pesynomamam ympenne2o
yposusi 170HP 6 cvleopomke Kposu 6 panHiow GONIuKyiapHylo gazy, oanee npu
HeobXo0umMocmu OUAeHO3 MONCHO NOOMEEPOUMb ¢ NOMOWBIO CMUMYAUPYIOUie20 mecma ¢
cunakmenom (IB). B P®, ¢ yuemom omcymcmeus 3apecucmpupo8aHubiX NpPEenapamos
CUHAKMEHA, 803MOICHO NPOBeOeHUe NPodblL C CUHAKMEHOM=-0eno.

1.5 Ilpu nonoswcumenvHovix uau coMHUmMenvHulx pesyrvmamax onpeoenernus 170HP unu
mecma ¢ CUHAKMEHOM, a MAaK ke 6 UYensix 2eHemuyecko20 KOHCYIbMUpo8aHus oaiee
npeonazaemcsi npogooums cenomunuposarue (2B).
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Jmnarnoctuka Heknaccudeckoit ¢opmbl BJIKH sBmsiercs OGomee wacToit 3amaueit u
PYTHHHO BCTpEYaeTcsi B IMPaKTUKE SHIOKPUHOJIOIOB U aKyIIEPOB-TUHEKOJIOTOB, TaK Kak IO
KIIMHUYECKUM TPOSBICHUAM 3TO 3a00JIeBaHHUE CXOXKE C CHHAPOMOM MOJUKUCTO3HBIX SUYHUKOB.
HmenHo ¢ »TuM 3a00jeBaHHEM M MPOBOJUTCS Hamie Bcero nuddepeHnanbHas TUarHOCTHKA
uBJIKH.

Jlnsi mUarHOCTHKHA Hekyaccuueckor (opmer 3a60p kpoBu Ha 170HP mpooasT pano
yTpoM B GOJTUKYISIpHYIO (ha3y mukia (He mo3gHee 5-7 IHS), IPU aMEHOpee — B JIF0OOW JICHb,
cTporo BHe OepemeHHOcTH. Hopmo#l cumTaroTcsi mokazaTesld MeHee 6 HMOJIB/JI WM MeHee 2
HI/MJI, HIKE 3THUX ypoBHeW mnokazateneii HBJKH mpaktuueckm He Bcerpedaercs. Ciemyer
MOMHHTb, 4YTO pedepeHCHbIE 3HAU€HUs, KOTOPHIE MPUBOAATCS PAa3IMYHBIMU J1a00OpaTOPHUSIMHU,
OOBIYHO OTJIMYAIOTCA U MOTYT OBbITh 3HAUUTEIHHO HIKE YKAa3aHHBIX «OTPE3HBIX TOYEK» s
JIHarHocTUku Heknaccudeckor BJIKH.

B cnyuae 3nauenuii 6azampHoro 170HP 6onee 30 amosb/nm mmu 10 Hr/mi, auarsHos
HBJIKH cuuTaercs moATBEep)KIEHHBIM, W JIONMOJHUTEIBHONW NUAarHOCTUKH He TpeOyercs. [lpu
norpannyHbiX 3HadeHusx 170HP (6-30 umonw/n wnm 2-10 Hr/Mi — Tak Ha3bIBacMasi «cepas
30HA»), BBISBJICHHBIX MHHHMYM TIpU JABYKPaTHOM OIpEAETICHUH, HEOOXOIMMO MPOBOJUTH
JOTIOTHUTENBHBIA CTUMYTUPYIOIIMA TECT C CHHAKTEHOM (KOCHHTPOIIMHOM, TETPAKO3aKTHIIOM —
cunrernyeckuM aHajorom AKTI), duro sBisieTcs 30J0ThIM cTaHgapToM auarHoctukun HBJIKH
BO BCEM MHUpE.

IIpoTokoa npoBeeHNsI MPOOHI ¢ KOPOTKUM CHHAKTEHOM:

- UCXOJHO uccieayercs 6a3anbHblii ypoBeHb 170HP yrpom B panHIOW0 QouKyspHyo (asy
LUKJIa

- IIOCJIC 32160}’)3 KPOBH BHYTPHUBCHHO UJIM BHYTPUMBIIICYHO BBOAUTCSA 250 MKT cMHaKTeHa

- yepe3 30 u 60 munyT uccaenyrorcs yposau 170HP un koptuszona

B nHopme ypoens 170HP Ha ctumynsanuu He 1oykeH npeBblicuTh 30 HMOJIB/JI, YpOBEHb
KOpTHU30J1a JoJKeH cTath 6osee 500 Hmons/i. [Ipesbimenue ypoBHs 17 OHP 6onee 30 Hmomb/n
CBUJIETEJILCTBYET B MOJIb3Y HekIaccuueckoil popmbr BJIKH.

K coxainenuto, B Hacrosiee BpemMs B PD oTCyTCTBYIOT 3aperncTpupoBaHHbIE ITPENapaThl
KOPOTKOI'O CHHAKTEHa, I03TOMY IpOBe/IeHHE POObI B €¢ OOIIECITPUHATOM BapuaHTe CTAHOBUTCS
HEBO3MOXXHBIM. VIMeeTcs 3aperucTpupoBaHHBI TNpenapaT MPOJOHIMPOBAHHOW (opMbl —
CHUHAKTEH-/IEeTI0, HIDKE MPEICTaBIEH alalTUPOBAHHBIA BapUaHT NPOBEJCHUS IPOOBI.

IIpoTroxkos npoBeaeHns MPOOBI ¢ CHHAKTEHOM-/1EI0:

- UCXO/HO uccienyercs 0a3zanbHbId ypoBeHb 17OHP yTpom B panHIOO (QomukymispHyio dazy
UKIIA

- IIOCJIC 3a60pa KpOBH FJIy6OKO BHYTPUMBIIIICYHO BBOAUTCSA 1 mr CHHAKTCHAa-ACII0

- yepe3 12 u/unm 24 vaca uccnenytorcst yposau 170HP u koptuzona

Tak xak naHHBIA BapHaHT MpPOObI HE HCIIOJIB3YETCS B MHUpE, JUIA HErO HE pa3paboTaHbl
COOCTBEHHBIE KPUTEPHHU, 110 KOTOPHIM MOXHO OLEHHBATh PE3yJbTaThl, a JaHHbIE aBTOPOB B PD
3HAUUTENbHO pasHATCA. [loaTOMy mpeanmaraercs SKCTpanoavpoBaTh KPUTEPUU JTUArHOCTUKH C
KOPOTKOW TPOOBI U OLIEHUBATh UX aHATOTMYHO TECTY C KOPOTKUM CHHAKTEHOM.

AnroputMm nuarHoctuku Hekinaccuueckoi BJIKH npencraBnen B Tabm. 3.
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Tabauya 3. Juaenocmuxa BIIKH ecneocmeue oepuyuma 2 1-euopoxcunazol

BbazaabHblii ypoBens 17-OHP
< 6 HMOJIB/TI 6-30 HMOJIB/1 > 30 HMOJIB/NT
(< 2 ur/mn) (2-10 mr/mn) (> 10 ur/mn)
JonmotHuTEIbHAS IMoka3zano npoBenenune MpoobI ¢ JdonmosiHuTeIbHASA
AUATHOCTHKA He CHHAKTEHOM AUATHOCTHKA He
Tpeldyercsi TpedyeTcst
< 30 HMOTB/N >30 HMOIB/T
(< 10 ar/mn) (>10 ur/mn)
ITaTosoruu He BbISIBJIEHO Hexknaccuueckas BAKH

B cmywasix, korma mpoBeNeHHE CTUMYJIHPYIOUIETO TECTa ¢ CHHAKTEHOM HEBO3MOXKHO,
7100 TpPHU €ro COMHHUTENIBHBIX Pe3ybTaTaX OKOHYATENBbHBIM AITAllOM JAMATHOCTHKH SIBISETCS
TeHETUYECKOE MCCIIe0BaHNE HA HAJTMUMe MyTaluu B reHe 2 1-ruapokcunazsl — CYP21.

[Ipn wuHTepnpeTanuy MOITYYEHHBIX pPE3YJIbTATOB HEOOXOJUMO YUUTHIBaTh HECKOJIBKO
¢daxTopoB. Bo-mepBeix, HekoTophie laboparopurt B P®D mpoBOAAT AMArHOCTHKY JHIIb 2-3
HanOoJsiee KPYMHBIX MYyTalWH, XapaKTEepHBIX I Kiaccuueckux (opm 21-Tuapoxcuiiasbl.
[ToaTromy mepen HampaBiI€HMEM Ha HCCIEAOBAHHE HEOOXOJUMO YTOYHSTH, HMPOBOIAUTCS JIU
WCCJICIOBAHNE TOYCYHBIX MYTallMi, CCMUPUIHBIX I HEeKJaccuaeckor (Gopmbl (cMm. tadu. 1).
Bo-Bropeix, BJIKH sBnsiercs ayTOCOMHO-pPELIECCHBHBIM 3a00JEBaHHUEM, MOITOMY  JUIS
MOJTBEPKICHHUS HarHo3a HeoOX0IUMO, YTOOB! OBLJIO BBISBICHO OJHOBPEMEHHO 2 MyTAallMH B
OTpEeIETIEMbIX MOJOXKEHUSIX TeHa (3TO MOXKET ObITh TOMO3UTOTHAs MyTalus JMOO 2 pa3Hble
MyTallud B TE€TEPO3UTOTHOM MON0XKEeHUH). [Ipu BBIABIEHUU JMIIL OJHOM TE€TEPO3UTOTHOMN
MYTallMU YEJIOBEK CUUTAETCS 3J0POBBIM I'€TEPO3UTOTHBIM HOCUTENIEM, U JIEUEHHs HEe TpeOyeTcs.

Jluaznocmuxka oepuuyuma 11f-2uopokcunaszot
Pexomenoauus:

1.6 JJuaenocmuxa I'® BIKH dondxcrha nposooumscsi no yposrio 11-dezokcuxopmuszona 6
cblBOpoOmKe Kposu y nayuenmos ¢ hemunuunvim mevenuem B/JIKH unu nosenenuem AI' (2C).

OcHoBHbIM MapkepoMm jauarHoctukn ['® BJKH sBusercs omnpenenenne 11-
JIE30KCUKOPTU30JIa — OCHOBHOTO IIPEAIIECTBEHHMKAa KOPTU30J1a, HAXOIAILIErocs Haju
(epMEHTAaTUBHBIM OJIOKOM, KOTOpBIM HpH KIACCHUYECKOM BapuUaHTE 3a00JIeBaHUS IPEBBIIIAET
HOpMY Oojiee ueM B 5-10 pa3. OgHako B pyTHHHOM MPAaKTHUKE 3TO BO3MOXKHO CHENATh TOJIHKO B
XOJ€ MPOBEACHUS MYJIbTUCTEPOUIHOTrO aHanusa. [loatomy, nmpu momo3pennn Ha ['® BJIKH,
HanpuMep, MpU HU3KOM YpPOBHE Kalusl M akTUBHOCTH peHMHa mia3Mbl (APII) BHe mpuema
MHHEPATOKOPTUKOUIHBIA npernaparoB (MK) win mnepemno3upoBKH — TTFOKOKOPTHKOMIHBIX
npenaparoB (['K), mnpu TOBBIIIEHUH apTEPUANBLHOIO JABJCHUS Yy TAIMCHTOB C paHee
BBISIBJICHHON BUPWIbHON (popMoii 3a00seBaHMsl, @ TAaKKe MPU OTCYTCTBUU TUIIMYHBIX MyTallui B
reaie CYP2l, mammenta He0OXOOMMO HANpaBUTh B CHEIHATU3UPOBAHHBIE IIEHTPHI IS
YTOYHEHHUS JUarHo3a u nogoopa Tepanui.

Uccnenopanne myramuii B rere CYP11B1 mns auarnoctumku '@ BJAKH B Poccum
MIPOBOAMTCS KpallHE pPeIKo, OJHAKO B HEKOTOPBIX cTpaHax (Hamp. B M3pauie) cekBeHnpoBaHUe
Ha BbIsiBJIeHHE MyTanuu - His R448H - npumMeHsieTcst B pyTUHHOHN MPaKTHKE.
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B nuteparype omucanbl ciiydan Hekiaccuueckoi popmel aedunmrta 11B-ruapokcusniassl.
B kiMHHWYECKOW KapTHHE JAOMHHHPYIOT TPH3HAKU THIICPAHIPOTCHUU W  HAPYIICHUS
MEHCTPYaJILHOTO IMKJIA Yy KeHIuH, A" ipu 3toii ¢opme 3a0oneBaHus HET, MO0 OHA HOCUT
HE3HAUMTENIbHBIA XapakTep. JlMarHOCTHpOBaTh HeKiaccudeckyr ¢opmy 11B-ruapokcuiaszsl
MOYXHO Ha OCHOBAaHHMH TMOBBINICHUS 11-7€30KCHKOPTH30/1a TIPU TIPOBEICHUH TaHJIEMHON
MacCIIEKTPOMETPUH. B psine cirydyaeB MPOBOMUTCS TECT C CHHAKTCHOM, ISl TOATBEPKICHUS
JMarHo3a TIoKa3areib |1-Ie30KCMKOpTH30Ja JODKEH B S5 pa3 MpeBbIIaTh HOPMaJbHBIC
3HAYCHUSI.

JIJEYHEHHUE

Jleuenue nayuenmoe ¢ knaccuueckumu popmamu oepuyuma 21-
2UOPOKCUIA3bl

Pexomenoauuu:

2.1 Pexomenoyemcsi nieuums 63pOCIblX NAyueHmos ¢ kiaccuveckumu gopmamu B/IKH
2UOpOKOpmMu3oHoM uiu onumensuo oevcmsyrouwumu I'K (1B)

2.2 Ilpu conomepswwell ¢Gopme OJeduyuma 2I1-2udpoxcunasvl peKoMeHOyemcs
oonoanumensvtro K I'K npumename MK (¢pnyopoxopmuzon) (1B)

2.3 Pexomenoyemcs ysenuuenue 003wt I K unu nepexoo na napenmepanvnoe ggederue I'K
8 OCmpbuIX cumyayusx, makux kaxk gpeopunvuas memnepamypa (>38,5°C), eacmposnmepum c
oecudpamauyuet, onepayuu noo obwell anecmesueti u maccustole mpasmul (1B)

2.4 Ilpu 5MOYUOHAILHOM U HEPEHOM HANPSANCEHUU, NPU JIe2KUX BUPYCHBIX 3A0018AHUSAX U
npedcmosiyeni pusuueckou Hazpyske yseauuusams 003y I'K ne pexomenoyemces (2B)

Jleuenue kiaccuuecknx ¢opm BJIKH cBoguTcs K NOXU3HEHHOMY MPUMEHEHUIO
[IIIOKOKOPTUKOMIOB M MHUHEPATOKOPTUKOMIOB (mpu cosbrepstonieii  ¢popme). OcHoBHas
cnoxHocTs Jedenuss BJIKH 3akmrouaercss B ToM, 4TO B HacTosIee BpeMs He pa3paboTaHbI
npenaparsl, MOJHOCThI0 MUMUTHUPYIOLINE COOCTBEHHYIO CEKPEIHMI0 KOPTH30Jia U CIIOCOOHBIEC B
(GU3MONOTHYECKUX J03aX TMOJHOCTHIO TMOJABUTh H30OBITOUHBIM CHHTE3 HAIMOUYECYHHUKOBBIX
aHJPOTEHOB, NMOATOMY BEJCHHE MAIMEHTOB CBOAUTCA K OallaHCUPOBAHUIO MEXIY MpHU3HAKAMU
TUNEPKOPTHUIIN3MA U TUTIEPAHIPOTCHHH.

B ornmune oT IeTckoro Bo3pacra, KOrja peKOMEHAYETCS BECTH NAIlMEHTOB TOJBKO Ha
[JIFOKOKOPTUKOUIHBIX IIpernaparax KOPOTKOrO IEHCTBHUS, Y B3pPOCIBIX MAlUEHTOB BO3MOXHO
UCIOJIb30BaHUE KaK MpPEenapaToB KOPOTKOro (IMIPOKOPTHU30H, KopTed), Tak U JAIUTEIHHOTrO
neiicTBusl (IPEAHMU30JI0H, JEKCaMeTa30H, METHIpen). DTO B psjAe CIydyaeB NPUBOAUT K
YAYYIIEHUI0O KOMIUIAGHTHOCTH MaiueHToB. Hambonee yacTo ucmosb3yercs cleayromas cxema
IepeBojia C OJHOrO MIFOKOKOPTUKOUHOTO Mpenapara Ha Apyroi: 20 Mr ruApOKOPTU30HA = 5 MT
npenHu3onoHa = 4 mr merunpena = 0,375-0,5 Mr nekcameraszoHa.

Bpemsi HasHaueHus IIIOKOKOpTUKOMIHBIX mnpenapatoB npu BJIKH ocraercs B mupe
JUCKYTHPYEMBIM BOIPOCOM. ECTh CTOPOHHUKM Ha3HauyeHUs OOJBIIUX JI03 YTPOM, KOTOpHIE
CUHTAIOT TAaKO# pexuM Oosiee (HU3MONOTUYHBIM, TaK KaK OH JIy4Illle UMUTHPYET IIUPKaIHaHHbIH
pPUTM BBIpaOOTKH KOpTH30Ja. Jlpyrue e OTMEYaroT JAOCTHXKEHHE Jydllled KOMIEeHCAIUH IpH
OpUMEHEHUH OOJBIIUX /103 Ha HOYb 3a cueT mojasieHus HouHoro BeiOpoca AKTI'. B Poccun
qale IpUMEHAETCs BTOPOM BapHaHT, OJHAKO CTPOIMX PEKOMEHIALMI 110 JaHHOMY BOIIPOCY HET,
Y PELIEHNE MOXKET OCTAThCSA 32 JIEYAUM BPayOM.
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Jis KOMIIEHCAllui MHHEPATIOKOPTHKOUIHON (YHKIIMU HCHOIB3YeTCs (IIyIpOKOPTH30H
(xopturedd). CpemHue TO3UPOBKHM M CXEMbI TMPUMEHEHHS TMIpernapaToB I JICUCHUS
kinaccuueckux Gopm BJIKH npencrasnens: B Tabi. 4.

Tabnuya 4. Ilpenapamoel 2noKko- U MUHEPATOKOPMUKOUOOS, UCHOIb3YeMble 6 JleUeHUU
knaccuveckux popm BIKH

Kopred 20-40 mr/cyT pa3aenuth Ha 2-3 mpuema
IIpenaunzonon 5-10 mr/cyT Ha 2 mpuema
JlexcameTa3oH 0,75-1,0 Mr/cyT Ha HOYb

Merunpen 4-6 Mr/CyT Ha HOYb

Kopruuedd 50-150 mxr/cyT Ha 1-2 nmprema

Y mamuwenToB ¢ kimaccuueckumu (opmamu BJIKH B opranusme HE TPOUCXOAMT
aJIcKBaTHOW BBIPAOOTKM KOPTHU30Ja B OTBET Ha (U3MYECKHl CTpecc, Hampumep, IpH
3a00/IeBaHUSAX,  COMPOBOXKAAIOIIMUXCS  BBICOKOW  TEMIIEpaTypoil,  racTpOdHTEpUTe  C
Jerujaparauuend, omnepanusx u TpaBMax. MMeHHo mnostomy BceM mnauueHtam ¢ BJIKH
PEKOMEHIIyeTCsT HOCUTh npu cede UACHTU(PUKAIMOHHBIE JOKYMEHTHl WM OpacieTsl,
yKa3bIBaIOIIHe, YTO Y HUX MMEETCs JaHHOe 3a00JeBaHKe, U B CIly4yae YPreHTHBIX CUTYalluid UM
HEOOXOMMO HE3aMEJIMTEIbHOE BBEJACHHE THMAPOKOPTH30HA. Tak Kak 3a00JeBaHUE SBIISETCS
PEAKMM W HE 3HAKOMO MHOTHM CIICHAJIMCTaM TEPBUYHOIO 3BEHA, B WICHTHU()HKAAIIMOHHBIX
JOKyMEHTax [Mpe[JlaraeTcsi yKa3blBaThb Yy TakKUX NALUUEHTOB HAJIMYME XPOHUYECKOU
HAAMOYEUHUKOBON HEIOCTATOYHOCTH, YTO 00JIEryaeT MPUHATHE PEIICHUS B OCTPBIX CUTYalUsX.

B cnydyae uHTepKyppeHTHBIX 3a00JieBaHUN, MPH KOTOPHIX COXpaHEHa BO3MOXKHOCTb
POJ0HKEeHUs epopanbHoro npuema ['K, HeoOxo1uMo yBennueHue 1036l IITIOKOKOPTUKOUIOB B
2-3 paza. [Ipu HeapPpekTUBHOCTH BBOAUTCS THAPOKOPTU30H (THAPOKOPTU3OH CYKIIMHAT HATPHUS
(comy-kopted)) 100-50 Mr BHYTPUMBIIIIEYHO, Jajiee P HEOOXOIUMOCTH BBEICHHE TIOBTOPSETCS
no 50 mr xkaxnsle 4-6 yacoB. B cimydae oTcyTcTBUS ylydIlIeHHs] CAaMOYYBCTBUS B TeueHue 24-48
4acoB PEKOMEHAYETCsl TOCIMTAIN3alKs B CTAllMOHAP, I/1€ IPOBOJUTCS BHYTpPUBEHHAs MH(DY3Us
THJIPOKOPTU30HA Ha (poHEe peruaparaloHHON Tepanuu. [Ipy nmpuMeHeHUM MapeHTEepalbHOTO
THJIPOKOPTU30HA, 71032 KopTHHe(p(da He MeHsercs, aubo naxe MK OTMEHSIOTCS MOIHOCTHIO.
Kak TOnbKO coOCTOsSHME MalueHTa CTa0MIU3UPYeTCs, CIEAyeT IOCTENIEHHO BEpPHYThCS K
OOBIYHBIM J03aM mpenaparoB. [Ipu ¢u3znyeckux Harpyskax M ICHXOJOTHYECKOM CTpecce
HEo0X01MMocCTH B yBennueHuu 1036l ['K Her.

Jleuenue nayuenmoe ¢ Hekaaccuueckumu popmamu oepuyuma 21-
2UOPOKCUIA3bL

Pexomenoauuu:

2.5 Jleyenue nayuenmox ¢ HBJKH ¢ nomowwio I'K pexomeHdyemcsi npogooums npu
BbIAGNEHUU 3HAYUMOLL 2UNEPAHOPO2eHUU, OECNI00Us UNU He8bIHaWUEaHUus bepemennocmu (2B)

2.6 V ocemwyun c ymepenHnou eunepanopoceHuei u Ouc@yHkyuen SUUYHUKOS 6He
NAGHUPOBAHUSL DEePeMEHHOCU  B03MONCHO npumenenue emecmo I'K cumnmomamuueckotl
mepanuu.: KOK u/unu anmuanopozenos (2C)

2.7 Jleuumo beccumnmomuwie hopmot HBIKH y orcenwyun ne pexomendyemest (2C)

2.8 Myorcuunvl ¢ BJIKH 6 neuenuu ne nyscoaiomes (2C)
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HecmoTpss Ha TO, 4TO maTOoreHeTWYECKOe JieueHHe Hekaaccuieckoil ¢opmbl BJIKH
JIOJDKHO OBl MPOBOTUTHCS MO TEM JK€ MPHHIMIIAM, YTO M MpU Kiaccudeckux (opmax (myrem
NOJABJACHUS M30BITOYHON MPOMYKIMU aHAPOI€HOB B HAAMOYCYHHMKAX), HEOOXOIUMOCTh
HazHaueHuss ['K Tepanmum abcomoTHO BceM keHIMHaM ¢ Hekiaccuueckod BJIKH Brei3piBaer
00JIbIINE CIIOPHI Y CHEIHATMCTOB MO BceMy Mupy. Jlemo B ToM, uto 036l 'K, HeoOxonumele s
MOJIaBJICHUS U30BITOYHON MPOIYKIINH aH/IPOTEHOB, HEpeIKo SBIISIOTCS
Cynpagu3noJIOrMYECKUMHU, YTO, C Y4€TOM MATKOrO TEUeHUs AaHHON (opmbl 3a0o0jeBaHU,
BBI3bIBACT ONPE/CIICHHbIE ONACeHMsI B IJIaHE MX MOKM3HEHHOro npuema. [loaToMy Bce Oosbiie
CIEIHAJINCTOB BO BCEM MHUpPE MPUXOASAT K MHEHHUIO, YTO BHE IUIAHUPOBAHMSI OEPEMEHHOCTU U
BbIpaXeHHOU runepanaporenun npumenenue ['K He sBisercs o0a3aTeNbHBIM U MOXKET OBITh
3aMEHEHO CUMITTOMaTHuecKoi Tepanueii B Buae KOK u/unu antranaporeHos (tadi. 5).

Tabauya 5. Ilpenapamer anmuanopoeernos u KOK, ucnonv3yrowuecs ¢ mepanuu
Hexnaccuveckou B/[KH

ITunporepon 10-50 mr B cyTku ¢ 1 o 15 jeHb nukia B BUjIe MOHOTEPAITHH, B
koMOuHanuu i B coctaBe KOK mukmmuecku B pexume 21/7

CnupoHOIIaKTOH 100-200 mr B cyTKH

dunHacTepun 2,5-5 mr B cyTkH

OyTamun 50-150 mr B cyTKH

DTHHUIACTPATUON/ APOCTIUPEHOH 0,03/3 mr mmo 1 1. iuKIIYecky B pexume 21/7 wnu 24/4

DTHHUIACTPATUOI/XITIOPMATHHOH 0,03/2 mr mo 1 1. uKIHYeCcKU B pexume 21/7

YV JKEHIIUH C BBIPpAXKCHHBIMH CUMIITOMAMM THIICPAHAPOIrCHHUH BO3MOKHO HA3HAYCHUC T'K
(Ta6J'I. 6) ITocne nauana Tepalliu BOCCTAHOBJIICHUEC MCHCTPYAJIbHOI'O HUKJIa U YMCHBIICHUC AKHC
MOKHO OXKHJaThb YCpPe3 3 MCC., a TUPCYTU3Ma — B TCUCHUC 30 mec. Ilomumo 3TOTO TCpalunro
MOKHO ITPOBOAUTD KOM6I/IHI/IpOBaHHO ¢ KOK n/unmn AHTHUAHAPOTCHAMHU, a4 TAKIKEC PCKOMCHA0BATH
JKCHINWHAM pPa3JIMYHbIC METOAbI SITUJISALINHA.

Tabnuya 6. IIpenapamet I'K, ucnonszyemvie 6 neuenuu nekiaccuveckou B/JJKH

lMunpokopTrzoH 10-30 mr Ha 2-3 mpuieMa B JICHb
[Ipenan3om0H 2,5-7,5 Mr Ha HOYb
JlexcameTa3oH (TOJBKO BHE 0,25-0,75 mMr Ha HOYB
OepeMeHHOCTH)

Mertunpen 2-6 MT Ha HOYb

Hecmotps Ha To, uto y 68% )enuwH ¢ Heknaccuuecko BJIKH camonpounsBosnbHbIe
OepeMEHHOCTH MOTYT HACTYNHTh M 0€3 TPUMEHEHHUS TIIOKOKOPTUKOUIOB, CIIOHTaHHBIS
BBIKM/BIIIM HA PAaHHUX CPOKax IPHU OTCYTCTBUHU JIEUEHHUS BCTPEYAIOTCS JOCTATOYHO 4YacTo.
[Toaromy paccmarpuBath Bompoc o 'K Tepamuu HeoOXoammo, TpeKIe BCEro, Ha JTame
IUTAHUPOBAHKS OEPEMEHHOCTH, OCOOEHHO Yy JKEHIIMH ¢ OeclyIogueM WIH TPUBBIYHBIM
HEBBIHAIIUBAaHWEM OepeMeHHOCTH. JleueHne MOKeT TMPOBOJUTHCS C TOMOIIBI0 JIFOOOTO
TIIIOKOKOPTUKOUIHOTO TIpernapara, 3a HCKJIOYEHHEM JekcameTa3oHa. Jlo3sl mpemapaToB ¢
HACTYIUICHHEM OepeMEHHOCTH OOBIYHO HE MEHSIOTCS, JICUSHUE POBOTUTCS 10 POJIOB.

16




Kak mpaBuno, mpu nHeknaccuueckoit BJIKH otcyrcTByer nedunur koptuszona u
COJIbTEPSIIOIINE KpPH3BL, IOATOMY HET HeoOXxoauMocTH mnoBbimarh a03y ['K Bo Bpewms
CTPECCOPHBIX COCTOSHUM, ONEPATUBHBIX BMEIIATENBCTB UM OCTPHIX BUPYCHBIX 3a00JIeBaHUU.
HckmoueHreM SBIISETCS BBISIBJICHHE HEJAOCTATOYHOM BBIPAOOTKM KOPTH30Jla BO BpeMs
ctumynupymomero tecra (mernee 500 HMOJIB/II), UMEHHO MO3TOMY B Cllyyae MOATBEP KICHUS
JMarHo3a ¢ MOMOUIbIO IPOBEIEHUs MPOObl C CHHAKTEHOM HEOOXOIMMO HCCIEA0BaTh ATOT
MOKa3aTelb U YYUTHIBATH €r0, HAIPUMED, P POJIOPA3PEIICHHUH.

Jleuenue I'® B/IKH

Pexomenoauuu:

2.9 Jleuenue I'® BJIKH npogooumcs no mem dice RPUHYUNAM, YMO U jJe4eHUue SUPUTLHOU
Gopmol, obycnosrennou oepuyumom 21-eudporcunazvi. B mepanuu mozcym npumensmocsi 'K
npenapamul Kopomko2o u onumenvhoco oeticmsust (2C).

2.10 Ilayuewmam c¢ I'K B/IKH 6 Kkauecmee OONOIHUMENbHOU Mepanuu ciedyem
HA3HAYamb AHMUSUNEPMeH3UeHble Npenapamsli, NpPeoOnoOYMUMmMenbHbIMU CUUMAIOMCS  Kalull-
coepezarowue ouypemuxu u oueuoponupuounogvie onokamopol Ca-kananog (2C).

[TanenTs! ¢ K1accuueckoit ¢popmoii nepunura 11B-ruaporcuiasbl, Kak U MPU APYrHX
¢dopmax BJIKH, noxxusznenHo mnomydaror npenaparsl 'K ¢ nenpio Koppekuuu CHUMITOMOB
HaJIIOY€YHUKOBOW HEIOCTATOYHOCTH, TMIIEPAHIPOTE€HUN W apTepUaJIbHOM THIIEpTEH3uu. Ecin
[pernapaToM BbIOOpa y J€Tel sBIAETCS TMIPOKOPTU30H, Y B3POCIBIX MOYHO HCIOJIB30BaTh U
npenaparbl JUIMTENbHOro nercTBus. Heobxoaumoctu B HazHaueHun MK y Takux maiueHTOB
HeT, Tak kak mnosbiueHue JIOK npuBOOUT K OTCYTCTBHIO MHHEPaIOKOPTHKOMIHOMN
HEJOCTATOYHOCTH.

Ecrmu ©na ¢one wmonoreparmu ['K ©He ymaercs ckopperupoBath Al, MOXHO
JOTIOJTHUTENIFHO ~ HCIIONB30BaTh  AHTUTHIIEPTCH3MBHBIE  Mpemaparbl, M3  KOTOPBIX
OPEANMOYTUTENIEHBIMUA ~ SIBIAIOTCA  KaMi-cOeperaromme  JUypeTHKH B COYETaHUH  C
TUTHAPONUPUANHOBEIME OstokaTopamu Ca-kaHanoB (Hudenunun) (Tabdi. 7)

Tabauya 7. Ilpenapamei, ucnonvzyemoie 6 nevenuu '@ BJIKH

Kopred 20-40 mr/cyT paznenuthb Ha 2-3 npuema
[Ipenam3onon 5-10 mr/cyT Ha 2 npuemMa
[excameTa3on 0,75-1,0 Mr/cyT Ha HOYb

Merunpen 4-6 Mr Ha HOYb

Anmuecunemensusnvle npenapambol

Hudenunun 30-90 mr perapanas ¢opma, 10-20 mr
2-3 pasa BjieHb (HepeTapHas Gpopma)

Bepommmupon 25-200 Mr B 1eHBb

Awmunopun 5-20 mr B neHb
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JUHAMMNYECKOE HABJIIOAEHUE
Jlunamuueckoe nabaro0eHue 3pocaviX NAYUEHM 08 C KI1ACCUYEeCKUMU
dopmamu oepuyuma 21-2udpoxcunazot
Pexomenoauuu:

3.1 Pexomenoyemcs e pedice 1 paza 6 200 6cem nayueHmam npogooums 00Ciedo8anue
0J151 YMOYHEeHUs cCmeneHu Komnencayuu 3abonesanus (1B)

3.2 C yenvto oyenku cmeneHu KOMIREHCAYUU PeKOMEHOYemcs UCNOIb308amb noKazamenu
170HP, mecmocmepona, anopocmenouona, a maxxce APII npu conomepsioweii ¢hopme BIKH
(2B)

3.3 Ilpu ewissnenuu oexomnencayuu uau nepeoozuposku I'K, nomumo xoppexyuu
mepanuu, HeoOX00UMO makxdice nposecmu 0000C1e008anUe HA NpeoMem OCL0NCHEHUL,
xapaxmepHulx 0Jis1 cuneparopozeruu uiu cunepkopmuyuzma (2C)

O1eHKa KOMICHCAIIUA

Jlnst onenku 3 PeKTUBHOCTH TIOKOKOpTHKOUAHOHW Tepanuu BJIKH B HacTosimee Bpems
Haubojee YacTo B MHPE MCHOIB3YIOTCS Tpu mokaszarens: 170HP, Ttectoctepon wu
AHJPOCTEHIMOH, KOTOpble HEOOXOIMMO UCCIEOBaTh PaHO YTPOM HATOLIAK, 1O IMpueMa
npenaparoB. JomycTUMO Tak ke MPOBEACHUE aHAJIM3a Yepe3 2 4 IOcie MpUueMa Ipernaparos.
Usmepenne AKTI' He sBisercss HEOOXOOUMBIM MJisi OINpEAETCHHS JUArHOCTHYECKON WU
nedyeOHoM TakTukH y nanuenTos ¢ BJIKH.

Y KEHUIMH C COXPaHEHHBIM MEHCTPYaJbHBIM LHUKIOM HCCIEJOBAHUE IKEIIATEIbHO
MPOBOAWTh B PaHHIOW (GOJUIHKYISApHYIO (a3y, Npu MHpueMe KOMOWHHUPOBAHHBIX OpaTbHBIX
kouTpauentuBoB (KOK) — wa 3-4 nenp nukna (go Havana HoBoM ymakoBku KOK  nmms
HCKITFOUYCHHS TIPEKPECTHOM peakiinm), Ha (poHe aMeHOpeH — B 1000 JICHb.

Y My>X4YHH THHAMUYECKOE HAOIIOACHHUE OCIOXKHIETCS TeM, YTO YPOBEHb TECTOCTEPOHA, B
OCHOBHOM, OTPa)XacT 'OHAJIHYIO, @ HE HAAINIOYECYHUKOBYIO IIPOAYKIIHIO U TIO3TOMY HE IO3BOJIAET
aJICKBaTHO OIIEHUTh KOMIIEHCAIMIO 3a0oneBaHusa. MyXYHMHBI C ATUTENBHON JeKOMIICHCAIlUen
WM 00bEMHBIMU OOPa30BaHMIMH B SIUYKaX M3 OcTaTouHOM HaamodeyHnkoBoi TkaHu (TART),
MOTYT MMETh HU3KUH YpOBEHb TECTOCTEpOHA H3-3a CHWXKEeHHS (yHKuuu kieTtok JleWmura.
IToaTOMy rnmaBHBIMU Mapkepamu ctaHoBsATCA ypoBHU 17OHP u angpocrenauona.

BosIbIIMHCTBO CIIEUANMCTOB B MUPE B HACTOsAIIEE BpeMs MPUIACPKHUBAIOTCS LEIEBbIX
3HaYeHu, mnpemnoxeHHblx Merke et. al B 2005 r.. 170HP - 12-36 HMomub/n, ypoBHH
aH/IPOCTEHJIMOHA U TECTOCTEpOHA - B MpeJenaXx HOPMBI JUIsl JaHHOTO I0Jla M BO3pacTa.
Cunraetcs HelenecooOpa3HbIM MOJIHOE noaasieHue ypoBHs 170HP, T.x. ans storo tpedyercs
npueM cynpadu3nOJOTHUYECKUX /103 TIHOKOKOPTHUKOMIHBIX IPENapaToB, KOTOPbIE BHI3BIBAIOT
no6ounsie 3¢dexror. [To nanusiM @PI'BY DHI[ onTtumanbHbIMH KpUTEpPUSIMHU a/IeKBaTHOCTH
[JIFOKOKOPTUKOUIHOM Tepanuu y MYK4YMH sBisitoTcst 3HaueHust 170HP 12-36 umons/n (4-12
HI/MJI) TpU HOPMAaJbHOM YpPOBHE aHApocTeHIMoHa. OIHAKO y JKEHIIMH PENpOIyKTHBHOTO
BO3pacTa HEOOXOIMMO MOAJEPKHUBATh OoJiee HU3KUE 1eneBble 3HaueHus 170HP - 6-16 umons/n
(2-5 Hr/™Ma), B coYeTaHUU C HOPMAIBHBIMU YPOBHSMH aHPOTCHOB M OTCYTCTBHEM KIMHHYECKHX
NPU3HAKOB JIEKOMIIEHCAIIMM 3a00JieBaHMS WJIM TUIEPKOPTULM3MA. B OTAENbHBIX Cilydasx
(HampuMep, NpU IJIAHUPOBAHUM OepeMeHHOCTH Wiau B ciydae Hamuuuss TART y myxuun)
BBIOMPAIOTCS MHIUBUAYaJIbHBIE 11€JIeBbIC IOKA3aTEIH.

ITpu HEOOXOIUMOCTH NPUMEHEHUS MHUHEPAJOKOPTUKOUIOB NpH coJbTepsiomen Gopme
3a0oneBaHus HEOOXOAMMO MOJepkuBaTh ypoBeHb APIl Ha BepxHel rpaHHile HOPMBI WIH
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MOBBIIICHHBIM, HO He Ooiiee ueM B 2 pasza. CieyeT MOMHUTh, YTO C BO3PACTOM MOTPEeOHOCThH B
MK cHukaercs, u 1o3a npenapara MOKeT KOPPEKTUPOBATHCSI.

JlmHamMu4geckoe Ha6J'IIOI[CHI/IC ¥ MOHUTOPHHT OCIOKHECHHI

Benenne mammeHnToB ¢ gedunutoM  21-ruApokcmiiazel  TPEOYeT HEMpephIBHOTO
MoJJIepKaHUsT PAaBHOBECHUS MEXIy M30BITKOM aHAPOTeHOB M M30BITKOM 'K, moOuthcs yero B
KIIMHAYECKOW TMpaKTHKe OBIBAaCT JOBOJBHO HempocTo. [loaTromMy HeoOXoauM THIATENIbHBIN
MOHUTOPHUHT OCJIOKHEHUW M TOCJCACTBHN Kak caMoro 3a0ojieBaHUs, Tak U ero JedeHus. Ha
PUCYHKE 4 TIPEJICTaBIICH CXEMAaTHYHBIA IJIaH OOCJIECNOBaHMS M JUHAMUYECKOTO HAOIOACHUS
B3POCJBIX TAIMEHTOB ¢ Kiaccuyeckumu (opmamu BJIKH B 3aBucuMocTH OT cTemneHu
koMrieHcanmi. Kak BHIHO W3 yKa3aHHOW cxembl, psag uccienoBanuid (KT wmm MPT
HaaMo4YeyHuKoB, Y3W su4ek) HEoOXOAMMO TMPOBOAUTH TOJBKO TIPH JEKOMIICHCAIIUU
3a00IeBaHUs, B TO BpPEMS KAaK aKTHBHOE BBISBICHHE META0OJMYECKUX HapYIICHHH, OIICHKA
MUHEpPAJIbHOM KOCTHOM IIJIOTHOCTH, a TaKKe PENpoOAyKTUBHOW (YHKIUM Yy SKCHIIUH
HEO0OXOUMBI MpH JTH000# cTeneHn kommnencanun BJIKH.

PuC’yHOK 4 ﬂuHaMulteC‘KOe Ha6]l70()€Hu€ 3a 63pociviMu nayueHmmamu cC maccuuecxoﬁ
BIIKH

Ilepenosupoka I'K Komnencanua Jlekomnencanus
W
6 *  (QO0BeMHEIE
* Merabomnueckne
_
HapyIIeHNA o0pazoBaHHA B

HAJIITOYCTHIKAX
* PenpomykTuBHad GQyHKITHA

¢ Penponyxkruenas
dynxims y
MY>KIHH

Y KCHIUH

. PeHTl"eHO,E[eHCHTOMeTpHﬂ

Kommnekc wmerabonuueckux Hapymenuid npu BJIKH Becema mmpok. Ilomumo
OCHOBHBIX IOOOYHBIX SIBJIEHUH, BO3HUKAIOMIMUX MpH anuTenbHoM mnpueme ['K, Takux kax
HaKOIUICHWE  JKMPOBOM  KIETYaTKW,  apTepuaibHas  TUINEPTEH3HUs,  JUCIUIUIECMUs,
MHCYJIMHOPE3UCTEHTHOCTh M HapylleHus yriaeBojgHoro oOmena, npu BJIKH nHa opranusm
NalUEeHTa BJIMAIOT TAKXKE€ U JOMOJIHUTENbHBIE (DAKTOPBI: TMIEPaHIPOreHUs, TUIIOTOHAIN3M, a
TaKXKe aJpeHOMEAYJUISIpHAs HEJ0CTaTO4HOCTh (puc. 5). IlooToMy B paMKax e€KeroaHoro
oOcnenoBanus BceM nanuentam ¢ BJIKH, a ocobeHHO B citydasx AJMTENbHON MEpe103UpOBKU
'K, HeoOxo1uMo uccieoBaTh JUMHUIHBIN COEKTpP, BBISBISITh HAPYIIEHUS YTIEBOJIHOTO OOMEHa,
KOHTPOJIMPOBaTh A/l M MPOBOIUTE PA3bsICHUTENbHYIO O€ce/1y 10 KOHTPOJIIO MacChl Tela.
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Pucynox 5. Ilamocenes memabonuueckux HapyuleHul npu KiACCUYeCKux Gopmax
Odepuyuma 2 1-eudpoxcuna3zuol.

HEOOCTATOYHOCTE

AnpeHoMenynnApHag ‘

Tunoronagusm ‘ TunepropTHIHIM Tunepaugporenna

CIIKA

AT \‘
OxHpeHHE //"//;‘ TunepuncynuHeMua

HHCYNHHOPEIHCTEHTHOCTE

K|
DupotennansHan
TunepnunugemMua ‘ ‘ HIH/HTIL/CH 2 tuna nuchyHKIHA

Bompoc wgactoTel mpoBeneHus peHTreHogeHcuromerpun nanpeHram ¢ BJIKH mo-
IIPEKHEMY OCTAaeTCsd OTKPBITBIM. B MHUpe HMeeTcs MHOXKECTBO HCCIEAOBAHUM, KOTOpPBIE
MIOKA3aJIM JTHAMETPAIBbHO IIPOTUBOIOJIOKHBIE PE3YJIBTATHI, IO3TOMY CHELUAIMCTBI 110 BCEMY
MUpY HE NPULLIN K €IMHOMY MHEHHIO: HY’KHO JIU MOHUTOPUPOBATh a0COJIFOTHO BCEX MALlUEHTOB
¢ BJIKH c¢ yuerom npuema 'K kak He3zaBucumoro akropa pucka ocreomnoposa. [lo gaHHbIM
OI'BY DHII 6puto TOKa3aHO, YTO Pa3BUTHE OCTEONECHHUYECKOrO CHUHAPOMA HE 3aBHCEIIO OT
CTENEHM KOMIIEHcaluu 3abosieBaHuss M 103 npuHuMmaembix ['K mpemapatoB, mnostomy
PEHTTEHOICHCUTOMETPHIO JKEJIATENIbHO MPOBOAUTH BceM mnanueHtam ¢ B/IKH BHe 3aBucumocTu
OT CTETeHW KOMIICHCAIIMH TMPH MEPBHYHOM OOpAIICHHHU, €CIIM paHee OHAa HE MPOBOJMIACH, a
Jlajiee pemarb BOIPOC O YacTOTE MOHHUTOPMHIA KOCTHOM IUIOTHOCTHM B 3aBUCHMOCTH OT
MOJIYYCHHBIX pe3ybTaToB (HE pexe 1 paza B 5-7 net npu orcyrctBun cHmxenus MIIK u vame
IIPU BBISIBJICHUH OCTEONIEHUYECKOTO CUHIPOMA).

VY B3pocibix nanueHToB ¢ BJIKH no ganaeiM KT nocTtaTo4HO 4acTo BBISBIAIOTCS OJTHO-
WM JIBYCTOPOHHUE J10OpOKAueCTBEHHBbIC O0pa3oBaHUs HAAMOUYEYHUKOB. lleneHamnpaBiieHHBIN
CKPUHHUHI MOJO0OHBIX 00pa30oBaHMM OOBIYHO TpeOyeTcs TOJbKO NPHU HAJIMYUU JUIUTEIbHOU
JIEKOMITCHCAIINH, TaK KaK OHM MOTYT JOCTHTaTh 3HAYUTENBHBIX pa3MepoB. [Ipu HazHaueHUH
anekBaTHbIX 703 ['K oTMewaeTcsi yMEHbIIIEHHE pa3MEPOB OIYyXOJeH, XHUPYpPrudecKoe JIeUueHue
00bIYHO HE TpoBOAUTCA. [Ipu yIOBIETBOPUTENHHON KOMIICHCAIIMN B MPOBEJACHUU CKPUHHUHTA
HET HEOOXOJMMOCTH, TaK Kak oOpa3oBaHHs HEOONBIIMX Pa3MEPOB HE HMEIOT KIMHUYECKOTO
3HAYCHUS.

OOpazoBaHus sIMYEK U3 OCTaTOYHOM HajanmodeyHnkoBoi TkaHu (TART) Bcrpeuatores y
HeOobIoro nporneHTa Myxkund ¢ BJIKH B PO B oTnnumne ot npyrux nomnynasuui, OJHaKo Hpu
JUINTETIbHOW JIeKOMIIEHCAllUd 3a00JIeBaHUSI OHM MOTYT JIOCTMraTh OOJIBIIUX pa3MepoB,
CHABJIMBATh TKaHb SIMYEK W TMPUBOAUTH K TUIOTOHaAM3MYy M Oecronuio. B kimmHuueckoi
IpPaKTUKE BO3MOXKHAa OIIMOOYHAsh TIOCTAaHOBKAa JHMarHo3a paka sMYeK M IPOBEJIECHUE
HE0OOCHOBAaHHBIX OmNepalui y Takux manueHtoB. Beistorcs TART nubo nanenaTtopHo npu
ocmotpe, Moo Ha Y3U. OneHka penpoAyKTUBHON (YHKIUU Y MY>KYUH HEOOX0IMMa B cIydasix
oOparieHus 1Mo MoBo Iy OecIioaust TM00 mpu JTUTEeNbHON nekomnencanuu BJIKH.

VY xenmuH ¢ BJAKH npu mo6oii creneHM KOMIEHCAUKM HAOIOAAIOTCS HapyIICHUS
MEHCTPYaJILHOTO IUKIa -y 64-68% >xeHIuH npu conbrepsromeit u y 55-75% - nmpu BUpHIEHON
dopme. Hepenko npu obcneaoBaHWN TaKUX >KEHIIUH BBISBISIOTCS YJIBTPAa3BYKOBbIE MPU3HAKU
NOJUKUCTO3HbIX suyHuKOB. [Ipu BJIKH B mnaTtoreHese ¢opMupoBaHHsS MOJIUKUCTO3HBIX
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SAUYHUKOB Yy4YacTBYIOT HHCYJIMHOPE3UCTEHTHOCTh, OXXUPEHHE, a TaKKe BBICOKas CeKpeuus
aHaporeHoB. B psjge ciyuaeB ypaercs JAOCTUTHYTh HOpMaiM3alMd LHKJIA C TOMOIIbIO
unteHcuukanuu ['K tepanuu, ogHako npu ee HedHEKTUBHOCTU WM MOSBICHUU MPU3HAKOB
ATPOr€HHOr0 TUIEPKOPTHUIIM3MA K Tepanuu pekoMmenayercs 106asuth KOK.

Ocoboe BHHUMaHHE TOJDKHO OBITh YIENeHO (HEMHHH3UPYIOIICH IIACTUKE HapYyKHBIX
reautavii y xeHmuH ¢ BJAKH, cBoeBpeMEHHOCTH €€ MPOBEIACHUSI, OLIEHKE COCTOSTEIbHOCTH
OMEPAaTHBHOIO BMEINATEILCTBA M OTCYTCTBHS DPAa3BHTHS IOCTOIEPAIMOHHBIX OCIOKHCHHMA (
pyOIIbI, CTPUKTYPBI | T.11.) Bupunuzarus reHuTanuii HabIr0gaeTcsl y MalMEeHTOK ¢ POXKIICHHUS .
[Ipu BBICOKOW CTENeHW BUPHIHM3AUUA (PEMUHU3HPYIOIIAs IUIACTHKA MPOBOJIUTCS B JBa dTama:
MEPBBIM dTall, BKIIOYAOIINN KIMTOPOIUIACTUKY W PacCeUeHHUE YPOTeHUTAJIBLHOTO CHHYCA
MIPOBOJIUTCS B TIEPBBIC TOBI )KU3HU PEOCHKA, BTOPOU ITAll — MHTPOUTOIUIACTHKA PEKOMEHIYETCS
MPOBOJIUTH TOCJE HACTYIUICHUS MEHapXe W JOCTH)KCHHS JOCTaTOYHOW ASCTPOreHU3aIuu
reautanuii. K cokajgeHuio, B IPaKTUKE YacTO BCTPEYAIOTCS CJlIydad, KOrja BTOPOW JTall
MJIACTUKM HE TMPOBOAMTCS BIUIOTH JIO B3pOCIOro Bo3pacTa. Takux J>KEHIIUH HEOOXOJMMO
HaIpaBJIsATh B QeaepalbHbIe CIICIUATN3UPOBAHHBIC IEHTPhI THHEKOJIOTHYECKOTO MPOPuIIs, TIe
UMEETCsl OMNBIT TaKUX Olepaluii, a TakkKe CIeUUaIu3upOBaHHas KOMaHJa XHPYProB,
AQHECTE3HMOJIOTOB U YHIOKPUHOJIOTOB.

Habnwoenue 3a 6epemennvimu ¢ Kiaccudeckumu popmamu oegpuyuma 21-2udpoxcunazot
Pexomenoauuu:

3.4 Pexomendyemcs npu Hacmynienuu bepemeHnocmu npooodicums mepanuio I'K u MK
6 mex dice 003ax, umo npumensanucy 0o bepemennocmu (1C). Veenuuenue oosvt I'K noxazano
MONILKO NPU PA3BUMUL NPUSHAKOE HAONOYEUHUKOBOU HeO0CamoyHOCmu

3.5 Ilpu 6epemennocmu He pexomenoyemcsi npumenenue 'K npenapamos, komopule
npoxoosm yepe3 niayeHmy, maxkux kax oexcamemasou (1C)

K coxanenuto, yactora OepeMeHHOCTEH U poioB HHU3Ka Yy >keHIMH ¢ BJIKH, ocobenHo
npu  conbTepstomiedl  (opme, HECMOTpsS Ha MPOBOAMMOE JIEUEHHE, HalpaBIEHHOE Ha
BOCCTaHOBJEeHHE (epTUIbHOCTH. OCHOBHYIO DOJIb MpPU 3TOM HMEIOT ICUXOCOIHUAIbHbIE
(bakTopsl, MI0Xask KOMIIEHCAlKs 3a00JIeBaHNUs, a TAKXKe MOCIIEICTBUS HEaJJeKBaTHO MPOBEICHHON
wiactuku HIIO. B pspe cnydaeB paxe mnpu anekBatHoil Tepanuu BJIKH nHeoOxomumo
UCIIOJIb30BAHUE  BCIIOMOTATENIbHBIX  PENPOAYKTUBHBIX  TEXHOJOTMH Ui JOCTHUXKECHUS
OepeMEeHHOCTH.

OcHOBHasi CJIO)KHOCTh BeJleHHsI OepeMeHHBbIX ¢ Kiaccudeckumu (opmamu BJIKH
3aKJIIOYaeTcss B TOM, 4YTO BO BpeMs OepeMEHHOCTH YPOBHU aHJPOTE€HOB IOCTENEHHO
nosbInatoTcs BeneacTsue yBenuueHus: ypoBHs CCCIT m KOpTH30I-CBSA3BIBAIOIIETO INIOOYIMHA,
MI03TOMY HE CYLIECTBYET KPUTEPHUEB OLIEHKH aJI€KBAaTHOCTH Tepanuu. Psjx aBTOpoB npennaraer
ucnonb3oBatk nokaszarenu 170HP, tectocTepoHa M aHIpOCTEHIMOHA ¢ yacTOTOM 1 pa3 B 6-8
He/lenb M OLGHMBATh HE HUX aOCONIOTHbIE 3HAuYeHMs, a JUHAMUKY H3MeHeHus. [lpyrue
IIpeUIaraloT OPUEHTUPOBATBCS TOJNBKO HAa KIMHUYECKM MPU3HAKU: MPU3HAKH YIPO3bI
HEBBIHAIIMBAHUS, TUIO- UM TUIEPKOPTUIIM3MA UK U3MeHeHus A/l

OOBIYHO ManUCHTKKU IMOJYYar0T TE K€ JO3bl TJIFOKOKOPTUKOUAOB, UYTO W 10
6epeMCHHOCTI/I, J03a MUHCPAJIOKOPTUKOUIAOB HHOIa Tpe6yeT YBCJIIMYCHUA BO 2 TPUMECTPC
6epeMCHHOCTI/I Ipnu  pa3BUTHU OpTOCTaTquCKOﬁ runoteH3un. M3 Bcex npenapaTroB
TIIFOKOKOPTUKOU OB HEC NOJIKCH IIPUMCHATBHCS BO BpEMHA 6CpCMCHHOCTI/I JACKCaMCTa30H, KOTOpBIfI
HC HWHAKTUBUPYCTCA (I)epMCHTOM IJIAICHTBI 3B-TI/II[pOKCI/ICTCp01/II[,Z[CF UAPOT €Ha30l U B
HCU3MCHHOM BHJAC HNPOXOAWUT B KPOBb ILIOJA. OcranbHbIC TIIFOKOKOPTUKOUABI NOIIYCTUMBI K
HCIIOJIBb30BaHHUIO.
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Kenmuusl ¢ BJIKH HaxonsTcs B rpyrine pucka 1Mo pa3BUTHIO T€CTAIIMOHHOTO auadeTa,
MO03TOMY BO BpeMsi 6€peMEHHOCTH HEOOXOAUMO MPOBOIUTH TIIATEIbHBIA KOHTPOJb MIUKEMUHN U
Py HOPMAJbHBIX IOKa3aTensx (TJIUKEeMHUs BEHO3HOM Iuta3Mbl MeHee 5,1 MMoIb/m) - TecT
TOJIEPAHTHOCTH K TJIFOKO3€ Ha cpoke 24-28 Henenb.

Bo Bpems pomoB peKkOMeHIyeTCs BBOIUTH T'MIPOKOPTU30H (THIPOKOPTHU30H CYKIIMHAT
Hatpus (cony-kopted)) mapeHTrepanbHo 50 M BHYTPHUMBIIICYHO WJIM BHYTPHBEHHO, Jajiee MpH
HEO0OXOUMOCTH, BBeleHUE MoBTopsieTcss mo 50 Mr kaxzable 4-6 4YacoB, C MOCIEIYIOIIUM
BO3BpAlllCHUEM Ha MepopalibHbII MpHEeM MpernapaToB B TeueHue 1-2 cyrok. Ecnm xeHimze
npoBoauiack miactuka HITO, pekomenayercss pojgopaspelieHue myTeM KecapeBa CeUeHHus s
YMEHbIIIEHUS TPaBMaTU3alUU B POJaxX.

Junamuueckoe Habar00eHue 63pOCaAbIX RAUUEHNO08 C HEK1ACCUYEeCKUMU
dopmamu oepuyuma 21-2udpoxcunazot

B ornnuune ot knaccuueckux dopm nedunurta 21-ruapokcuiasbl, IpU HEKIACCUYECKOM
dbopMe He cyllecTBYeT OOMICTIPUHATHIX PEKOMEHIAIMM M0 JUHAMUYECKOMY HAOIIOJACHUIO U
OIICHKE CTETIIeHU KOMIIEHCAINH 3a00JIeBaHHUS.

Bne IUIAaHUPOBAHUA 6epeMeHHOCTI/I u IIpu YMepeHHOﬁ TUIICPaHAPOIrCHUM, KOI'la B
Ka4yC€CTBC OCHOBHOI'O MCTOJA JICUCHMA BBI6I/IpaeTC${ KOK wu/nnn AHTHAHAPOrCHHAadA TCpaliusd,
TaKuC IMallMCHTKH OOBIYHO HE Ha6J'IIOI[aIOTC$I OHAOKPHUHOJIOTaMH, a JanpHelee Ha6J'II-OI[eHI/Ie u
KOPPCKUOUIO TEpalluy IIPOBOAUT I'MHCKOJIOT .

VY GOJBHBIX C TSHKENOU TUNepaHaIporeHnel u BeIoope B moib3y JurenbHoi ['K Tepanuu
HAOIO/IEHUE JIOJDKHO TPOBOJUTHCS aHaNoru4yHo kiaccuueckuMm ¢opmam BJIKH. Omenka
KOMIIEHCAIIMK 3a00JIeBaHUSl TMPOBOJUTCS KIMHUYECKH (ILIeTIEBbIe 3HAYEHUS J1IaOOPATOPHBIX
nokasareneii, Takux kak 170HP, TecrocTepoH u aHAPOCTEHIUOH, 10 CUX MOP HE pa3pabdOTaHBbI).
[Ipy moOsABIEHWH TPHU3HAKOB STPOTEHHOTO TUIEPKOPTULIM3MA HEOOXOIMMO TMPOBEICHUE
000CIeIOBaHUS JUISI BBISIBIICHUS] METa0O0IMYeCKUX HapylieHuii u cHmkenus MIIK.

ITpu nmanupoBanuu G6epemenHoctu U nepesojae nanueHTkn ¢ KOK nHa I'K ocHOBHBIM
KPUTEPUEM KOMIIEHCALIUM SIBJISIETCS BOCCTAHOBJIEHUE CIIOHTAHHOW OBYJIALIMM W HACTYIUIEHUE
6epemennoctu. [locne ee HactymeHust no3a ['K 0OblUHO HE KOppEKTHpYeTCs, HHUKaKue
nabopaTopHbIe MOKa3aTeNu He uccieaytoTes. Tak ke, Kak U npu kiaccudyeckux gpopmax BJIKH,
HE)XeNaTesIeH K IPUMEHEHUIO JIEKCaMeTa30H, TaK Kak OH CBOOOTHO IPOHMKAET Yepes3 MJIAleHTy B
KpoBb Miofa. Heo0XoAMMO MOMHHTH O TOBBIIIEHHOM pHUCKE DPa3BUTHA Yy OEpeMEHHBIX C
HEKJIACCUYECKUMHU (pOpMaMHU TeCTallMOHHOTO CaxapHOro javadera M MpOBOJIUTH 0OcieloBaHUE
COIJIaCHO MPUHSATHIM B PD pekomeHnanusm.

PO,HOpaSpeH.ICHI/IC IMPOBOAUTCS 11O O6H_II/IM AKYHICPCKUM TIOKa3aHHUAM. B nenb poaoB
JKCHIONWHAM, Y KOTOPBIX B PE3YIbTATC TCECTAa C CHUHAKTCHOM BbIABJIAJIOCH HCAACKBATHOC
IMMOBBIIICHHUE KOPTHU30JIa (MeHee 500 HMOJ'IB/J'I), HCO6XOJ_'[I/IMO BBCACHUC THUAPOKOPTHU30HA
MapCeHTCPAIBHO. ITocne POOOB B INIAHOBOM MOPAAKE SHAOKPHUHOJIOTOM IIPUHNUMACTCA PCIICHUEC O
HeO6XO,I[I/IMOCTI/I JAIbHEHIIIEr0 JICYCHUS MAlUEeHTKH C IIOMOIIBIO I'K wmnm BO3MOXKHOCTH
MMOCTENIEHHOM €r0 OTMEHEIL.

Jlunamuueckoe naoarodenue 63pocavlx nayuenmos c oepuyumom 11p-
2UOPOKCUIA3bl
Tak e, kak ¥ MpH KiIaccudeckux (popmax aeduuura 21-ruapokcunasbl, HabIOAeHNE
nanueHToB ¢ aedumurom 11B-ruapokcunassl HampaBieHO Ha moAbOop amekBaTHOM H03bl ['K,

OIICHKY KOMIICHCAIIMM W BBISBJICHHE MOXXM3HEHHOU 3amectutenbHo 'K Tepanuu. OnHako B
cBs3U C penkoir BcTpedaemocThio ['®@ BJIKH punamuueckoe HaOmOaeHHE U OICHKA
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KOMIIEHCAIIMK TPEACTaBIsAET CIOXKHYIO0 3a1ady. Jlemo B TOM, YTO COTJIaCHO MEXIYHapOAHBIM
pPEKOMEHIalUsAM, KOHTPOJIb HEOOXOAMMO MPOBOAUTH MO ypoBHIO 11-7me30kcukopTH30ia, B TO
BpeMs KaK 3TOT MapKep HE UCCIENyeTCs B PYTHHHOW MPaKTUKE HA MEPBUYHOM aMOYJIaTOPHOM
3BeHe. [loaToMy npu HEOOXOAUMOCTH KOPPEKLIUU Tepaii U YTOUHEHHs CTETIIEHH KOMIIEHCAllUU
PEKOMEH/IyeTCsl HANpaBJIsATh TAKUX MAMEHTOB B (hefiepaabHble LIEHTPBI SHJOKPUHOIOTHUECKOTO
npodus, riae BO3MOXKHO MTPOBEICHUE 3TOTO aHATU3A.

B pyrunnoii mpaktuke cyauth o komneHcauuu ['®@ BJIKH MoXHO MO KOCBEHHBIM
naHHeiM. [Ipu HasHaueHuum HepoctaToyHOM 1031 'K OTMedaeTcss mNOBBILIEHHE YpPOBHS
AQHAPOCTEHMOHA M TecTocTepoHa (y MYXKUYMH OLEHKAa MPOBOAUTCA TOJBKO IO YPOBHIO
aHJPOCTEHIMOHA), CHWXaeTcs ypoBeHb APII, kanus. B kiMHHMYeCKOW KapTHHE OTMedaeTcs
noBbiieHre AJl, pa3BUTHE MaKpOCOCYIHMCTBIX OCIIOKHEHUH, a TaKKe MPOSBIAIOTCS MPU3HAKU
TUIEPaHPOTeHUN U TUIIOKOPTULIU3MA.

HpI/I3HaKaMI/I HM30BITOYHOU TEparnun I'K saBasrorcs KJIIaCCHYCCKHE IIPpU3HAKKU
TUIICPKOpTULIM3MA: YBCIUMYCHHUEC BECa, a6,Z[OMI/IHaHBHBII>'I TUII OXHUPCHUSA, ITOABJICHUC CTpHﬁ,
LKKIIMMAKTCPHUICCKOI'O rop6m<a». Ha6opaT0pH0 YPOBHU TECTOCTEPOHA HU aAHAPOCTCHAMOHA
CHUIKCHBI, OTMCYAIOTCA NPU3HAKU OUCIUNHUACMHUHN, HAPYHICHUA YIJICBOAHOI'O oomena. Ilo
JaHHbIM ACHCUTOMCTPHUHU BBIABIICTCA CHUIKCHHA MIIK. IToBblIeHus AI[ IIpH 9TOM MOXXECT U HE
6I>ITB, OIHAaKO 'y pAda oonpHBEIX AT MoOXer COXpaHATBCA B paMKax ATPOrCHHOI'O
TUIICPKOPTHUILIU3MA.

[Marmentam ¢ '@ BJKH, kak MHHHMYM, €XKErogHo HEOOXOIHWMO MPOBOJIUTH
oOcrenoBaHue y Kapauosora, mo mokazanusim npooguth DKI', axokapauorpaduio, cyrouHoe
MounutopupoBanne AJl u OKI' gnsg cBoeBpeMEHHOW JMAarHOCTMKM MW KOPPEKIUHU
MaKpOCOCYIAUCTBIX OclIOxkHEeHU Al

JOIOJIHUTEJIBHBIE U OKCIIEPUMEHTAJIBHBIE METO/IbI B
JIEHEHUU BJIKH

Jleycmoponnnas aopenanIkmomus.
Pexomenoauusn:

4.1 B peoxux cayuasx y NayueHmos ¢ HEKOHMPOIUPYeMOU SUunepaHopoceHuel npu
YCOBUU OOCMAMOYHOU NPUBEPAHCEHHOCIU K JIEUEeHUIO MOdcem Oblmb npoeedeHa 08YCMOpPOHHSL
aopenanskmomust (2D)

HeOonpiioif MpoLEHT NalMeHTOB C TsDKeJIoM conbTepstouiei ¢opmoit BJIKH ¢
IIPAKTUYECKH ITOJHBIM OTCYTCTBUEM aKTUBHOCTH 2 | -THapoKcuiasbl He noajnarorcs geuenuto I'K:
Jla’ke MPU MCIOJB30BAaHUM BBICOKMX 7103 MpENapaToB HE CHMXKAETCA BBIPAOOTKA aHAPOTEHOB U
OCTAlOTCsl MpPHU3HAKM BUpHIu3auu. OCOOEHHO 3TO aKkTyaJlbHO NpPU PEIIeHWH BOIpoca O
BOCCTaHOBJEHHUA (EepTWIbHOCTH. B  Takux choydasx psaoM  aBTOPOB  IpeJyiaraercs
anbTepHaTUBHBIA MeTox siedeHus B/IKH - nBycroponnss agpenamskToMusa. OTHAKO 3TOT METO.
JICYEHUs] BBI3BIBAET MHOro BOIpocoB. C OIHOM CTOPOHBI, €€ IPOBEIECHUE YMEHBIIAET
BUPWIN3ALMIO M IO3BOJSIET MNpuMEHATh MeHbmme no3pl ['K. C  ngpyroii — wumerorcs
UHTPAOIICPALIMOHHBIE PUCKH, PUCK aJPEHAIOBBIX KPU30B IIOCTONEpalnoHHO. [IpoTBONIOKa3aHO
[IPOBOJUTH  JBYCTOPOHHIOKO  aJpPCHAJIDKTOMMI0 HEKOMIUIACHTHBIM IIallMeHTaM, T.K. B
MIOCJIEONIEPALIMIOHHOM NIEPUOE HEPETYIISAPHBINA NIPUEM IIPENapaToB 3aMecTUTeNbHON Tepanuu ['K
MOXET OKa3aTbcs (aTaJbHbIM. IMEHHO MOATOMY pelleHHe O MPOBEACHUHU CTOJIb PaJuKaIbHOIO
JeYeHUss He JOJDKHO IPOBOJAUTHCS PYTHHHO B oO0mel amOynaropHoil mnpaktuke. [lpu
BO3HMKHOBEHUU MOJOOHBIX CUTYAIM, KOT/1a MAallMeHThl HE JOCTUTal0T KOMIIEHCAIMH J1aXe MpU
npuMeHeHuH cyrnpadusmnonornyeckux 103 'K u pa3BUTHH ATPOr€HHOT0 TMIEPKOPTUIIM3MA, OHU
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JOJKHBI OBITh HampaBieHbl B (efepalbHbId LEHTP 3HIOKPUHOJIOTHYECKOro Mpoduis s
pelieHus: Bonpoca 00 ONTUMAIbLHOM METOJIE JICUCHHUS.

Ilpenamanvnas mepanusn
Pexomenoauusn:

4.2 [lpenamanvuas mepanusi OO0JNHCHA PACCMAMPUBAMBCA KAK IKCHEPUMEHMATbHAS
MemoouKa, npogooOUMAs UCKIIOYUMENbHO 68 CHeYUaIU3UpOBAHHbIX YEHMPAxX, UMeuux
COOmMBemcmeayowuLl nPOmMoKo. ucciedosanus u komumem no smuxe (2C)

[IpenatanpHass Tepanmus — OTO JICUCHHUE JIEKCAMETAa30HOM OEpeMEHHBIX >KCHIIHH, Y
KOTOPBIX 10 pe3yiibTaTaM T€HETHYECKOTO KOHCYJIbTUPOBAHUS UMEETCSI BRBICOKHI PUCK POXKICHUS
pebeHka c kimaccumdeckoil (opmoit nedunmra 21-ruApoKcHiia3el (HampuMep, B clydae yKe
umerommxcs aerei ¢ BAKH B cemMbe M mOATBEPKIEHHBIM HOCHUTEIBCTBOM MYTAIMH Y 00OMX
poauTeNel, Korja pucKk poXACHUS MOcleAyrouiero 0oibHOTrO pedenka coctamisier 25%). Tak
KaK JeKcaMeTa3oH — eauHCTBeHHbIH ['K mpemapar, mpoHHMKalOmMMA Yepe3 IUIAleHTy |
CITOCOOHBIN MOJAaBUTh MPOAYKIIMIO aHIPOTCHOB HAAMOYSYHUKAMH TUI0JIA, TIPH €ro Ha3HAYEHUH C
CaMbIX paHHUX CPOKOB TeCTAIlMH CYHIECTBYET BO3MOXXHOCTh CHU3HTH CTEMEHb BUPWIM3AINH
HIIO y noBopoxaeHHbix nesoyek ¢ B/IKH.

OcHoBHas np06neMa 3aKJII04acTCsad B TOM, 4YTO MJIsd AOCTHKCHHA B(i)(beKTa Ha4YuHaThb
TCpalunro H606XO,Z[I/IMO KaK MOXHO paHbIIC — HC ITO3JHECC 6 HeJenu rectaiuu. B To ke BpCMs
IMPOBCACHUC HpeHaTaHBHOﬁ AUArHOCTUKU JIA YTOUHCHHA I10JIa U HaAJIUYUA BI[KH y 1mjioaa
BO3MOKHO TOJIbKO Ha 9-10 HCIOCIIC 6epeMeHHOCTI/I. HOSTOMy JCYCHHUEC BBICOKMMH J03aMH
JACKCAMCTAa30Ha Ha JTallaX 3aKJIaJIKh OpraHoOB HaIIpaCHO 6y,HYT moJry4aTtb 7 n3 8 I[eTeﬁ. B
HAaCTOAIICC BpEMA Ha KOMMepquKOﬁ OCHOBC JOCTYIICH MCETOJ OIIpCACIICHHA B KpPOBU
6epeMeHHOI71 KCHIIIMHBI Y-XpOMOCOMLI mioga € paHHUX CPOKOB TIcCCTallid, HO IIOKa O3Ta
METOJHKA HC BBCICHA B TIOBCCMCCTHYIO IIPAKTHUKY.

BnusHue nexcamerazoHa Ha BHYTPUYTpOOHOE U JajbHElIIee pa3BUTHE peOCHKA 10 CHX
Op /0 KOHLIA HE M3y4eHO, HO Ipejnojararorcsi ero HeratuBHble 3(dextsr Ha [HHC,
pacripesielieHue )KUPOBOM KiIeT4aTkH, (PyHKIMIO HaJMOYEUHUKOB U MOJDKETYA0YHOM JKene3bl B
paMKkax QeTtanbHOro mporpammupoBanusi. Kpome Toro, oyeBHJIHbI HeraTHBHbIE 3(P(HEKTH Ha
OpraHU3M MaTepy 10 TUILY AITPOI€HHOT'O THUIIEPKOPTULIN3MA.

HeobOxomuMo oTMeTHTh, uTo B Poccuu cymiecTByeT MHEHHUE, UTO JIEKCaMeTa30H CrocoOeH
npenotBpatuth Bupmiamzauuio HIIO y neBoyek B pesynbrare ACHCTBUS MaTEPUHCKUX
aHAPOTEHOB, TOITOMY HEPEIKO JeKCaMeTa30H Ha3HayaeTcs OepeMEHHBIM JKEHIIMHAM C
Hekiaccuueckod BJIKH. Opnako paHHbBIE HMccleoBaHUM HE MOATBEPKIAIOT BO3MOYKHOCTh
MIPOXOKJICHUS MATEPUHCKUX AaHIPOTCHOB YEpPE3 IUIALICHTY U MX HETaTMBHOE BIIMSHUE HA IUJIOM.
[ToaToMy AekcameTa3oH MOMYCTUM K MPUMEHEHHIO y OepeMEHHBIX JKEHIIMH UMb JUIS TeX
pPEeIKUX cIy4aeB, KOTJa MOJ03peBaeTCs HalHuue Tskenbix kinaccuueckux popm BJIKH y camoro
pebeHka.

VMIMeHHO 1O03TOMY B HACTOAIIEE BpEMsS HE PEKOMEHAYETCS IMPOBOAMTH IPEHATAIbHYIO
TEpaNuI0 JEeKCaMETa30HOM B PYTMHHOM IIpaKkTHKE, a JEKCaMETa30H OTHOCHUTCA K
HE)KeNaTeNbHBIM Ipernapartam Juis JeueHus ar6o0it popmbel BJIKH Bo Bpemst 6epemeHHOCTH.
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