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CIIUCOK COKPAILIEHUN

17-runpoxcumnporecTepoH

Human Leucocyte Antigens (cucteMa reHOB TKaHEBOW COBMECTUMOCTH
YeJIOBEKa)

Testicular Adrenal Rest Tumors (0Opa3oBaHus B sMUKaxX U3 OCTATOYHOU
HAJMOYEUHUKOBON TKaHH)

ApTepuanibHasi TUTIEPTEH3US
AJIPEHOKOPTUKOTPOIHBIN TOPMOH

AKTHBHOCTH PEHHUHA I1a3MBbl

Bpoxnennas nuchyHKIus KOpbl HAAMIOYEYHUKOB
[ MTIOKOKOPTUKOUABI

I'mmepronnueckas ¢popma BJIKH
J1€30KCUKOPTUKOCTEPOH

JKenyaouHO-KMIIIEYHBIN TPaKT

Wunexc maccrel Tena

KoMOuHMpoBaHHbIE OpaibHbIe KOHTPALEITUBBI
Jlumonporenapl BBICOKOW MIIOTHOCTH
MuHepanoKOpTUKOUIbI

Hexknaccuueckas popma BposkaeHHONU TUCHYHKIIMHU KOPBI HAATIOYEYHUKOB

Hapy>xHble moi10BbIE OpraHsbl
Hapy1ienue TonepaHnTHOCTH K TITIOKO3€
OpanbHbIH MIIOKO30TOJIEPAHTHBIN TECT
OO6mmit XxonecTepuH

CaxapHnblii 1uader



METOJ0JIOT'UA

MeToabl, HCIIO0JIb30BAHHBIE ISl cOOpa/cesIeKIIMU I0KA3ATeIbCTB: ITOUCK B AJIEKTPOHHOMN
0a3e MaHHBIX

Onucanue MeT010B, HCIOJIBL30BAHHBIX JIJIsl COOpa/celeKIMH 10KA3aTeJIbCTB:
JIOKa3aTeIbHOM 0a30M JUIsl peKOMEH/IAIMI SBJSIOTCS MMyOJIMKAIIMU, BOIIEANINE B OMOIHOTEKY
Cochrane, 6a3b1 nanasix EMBASE 1 MEDLINE. I'myouna moucka cocrasisiia 5 jieT.

MeToabl, HCII0/Ib30BAHHBbIE /ISl OLIEHKH Ka4ecTBa U CHJIbI J0KA3aTe/IbCTB:
. Koncencyc skcneptoB

o O1eHKa 3HAYMMOCTH B COOTBETCTBUH C  YPOBHSIMH J0Ka3aTEIBHOCTH U KJIACCAaMH
peKOMEeHIanui (MpuIararTcs).

YpoBHu nokaszarejabHocT (Y/) u kaaceol pekomenganuu (KP)

YpoBeHb M CcTOYHHK N10KA3ATEILCTB

1(2) [IpocniekTrBHBIE PaHAOMHU3UPOBAHHBIE KOHTPOIUPYEMBIE HCCIIEIOBAHUSI.

JlocTaTouHoe KOJWYECTBO MCCICAOBAaHUN C JOCTATOYHOM MOIIMHOCTHIO,

KOJIMYECTBA JaHHBIX.

Kpynnbie MeTa-aHanu3bl.

KOHTPOJUPYEMOE UCCIIETOBAHHE.

Pernpe3enTaTrBHas BHIOOpKA MAIUEHTOB.

C

y4aCTHuEM OOJILIIOr0  KOJHMYECTBA MalMEHTOB MW IIOJYYCHHUEM 0O0ILIIOrO

Kak MuHMMYM, OJHO XOpOIIO OpPraHM30BAaHHOE PaHJOMHU3UPOBAHHOE

11 (2) [IpocniekTUBHBIE C paHAOMU3ALNUEN WK 0€3 UCCIIeI0OBaHUS C OTPAaHUYEHHBIM
KOJMYECTBOM JTaHHBIX.

Heckonbko nccienoBanuii ¢ HEOOIBIINM KOJTUYECTBOM MAIlIEHTOB.
XO0poI1110 OPraHU30BAHHOE MPOCTIEKTUBHOE UCCIIEI0BAHUE KOTOPTHI.
MerTa-aHanu3bl OrpaHUYEHbI, HO MPOBEACHBI HA XOPOILIEM YPOBHE.

Pe3ynbrarhl HENpe3eHTaTUBHBI B OTHOLICHUH LI€TIEBOM MOMYIISIIIHH.

XO0poI110 OPraHW30BAHHbIE UCCIIEIOBAHUS «CITy4ail-KOHTPOIIbY.

11 (3) HepannomusnpoBaHHbBIE KOHTPOJIUPYEMBIE UCCIIETOBAHUS.
HccnenoBanus ¢ HEOCTaTOYHBIM KOHTPOJIEM.

PannoMu3upoBaHHbIC KIMHUYECKUE UCCIICAOBAHUS C KAK MUHUMYM |
3HAYUTEIIBHON WJIM KaK MUHHUMYM 3 HE3HAYUTECIIbHBIMH METOI0JI0THICCKIMH
OIINOKaMH.

PerpocnexTuBHBIC MM HAOMIOJATENHHBIC UCCIEIOBAHUS.
Cepus KIMHUYECKUX HAOIIOICHHM.

[IpoTuBOpeunBbIe JaHHBIE, HE MTO3BOJISIONINE CPOPMUPOBATH OKOHYATEIBHYIO
PEKOMEHIALUIO.

IV (4) | MHueHue skcniepTa/faHHbIe U3 0TYETa SKCIIEPTHON KOMUCCHH,
IKCIIEPUMEHTAIBHO MOTBEPIKACHHBIC U TEOPETUUIECCKH 00OCHOBAHHbIE.

Kunacc Onucanue PacumdpoBka




PexomeHmanust oCHOBaHa Ha BBICOKOM
YPOBHE JIOKa3aTEIbHOCTH (KaK MHHUMYM |
yoenurtenpHas myonukamus | ypoBHs
JI0Ka3aTeIbHOCTH, TIOKa3bIBAIOIIAS
3HAYUTEIBHOE MPEBOCXOACTBO MOJIB3bI HAJ|
PHUCKOM).

Meron/Tepanus IepBoOii JTNHUH,

JIM00 B COYETAHHUH CO
CTaHJIapTHOU
METOAMKOM/Tepanuei.

PexomeHanmst OCHOBaHa Ha CpeHEM
YPOBHE JIOKa3aTEIbHOCTH (KaK MHHUMYM |
yoenurtensHas myonukarus |l ypoBHs
JI0Ka3aTeIbHOCTH, TIOKa3bIBAIOIIAS
3HAYUTEIBHOE MPEBOCXOACTBO MOJIb3bI HAJ|
PHUCKOM).

Meroa/Tepanusi BTOpO# JIMHUHY;
0o MpHU OTKa3e,
MPOTUBONOKA3aHUU, WU
Hed(DPEKTUBHOCTH CTaHIAPTHOMN
METOAMKHU/TepPaInH.
Pexomennyercs
MOHHUTOPHPOBAHUE MOOOYHBIX
SIBJICHUM.

PexomeHnnanmst ocHoBaHa Ha ci1aboM ypOBHE
J0Ka3aTeNbHOCTH (HO KaK MUHHUMYM 1
yoenurtensHas myonukarus |1 ypoBas
JI0Ka3aTeTbHOCTH, TIOKa3bIBAIOIIIAS
3HAYUTEIBHOE MPEBOCXOACTBO MOJIB3bI HAJ|
PHUCKOM) U

HET yOeIUTEeNbHBIX JaHHBIX HH O MOJIb3€, HU
0 pHCKe)

Her Bo3paxxenunii npoTus
JTAHHOTO METO/1a/TepaIrTuu

uiaiu

HET BO3PaXXEHUI IPOTUB
MIPOJOJIKEHHSI TAHHOTO
MeTOa/Teparnu.

PexoMennoBaHo pu oTKase,
MPOTUBONOKA3aHUH, WU
Hed(DPEKTUBHOCTH CTaHIAPTHOM
METOIUKH/TePAIiH, IPU
YCIIOBUM OTCYTCTBUS TOOOUHBIX
¢ dexTos.

OtcyrcTBHe yoenutenbHbIX myonmkanuii I, 11
unu |1l ypoBHS oKa3aTenbHOCTH,
MMOKa3bIBAIOIINX 3HAYNUTEILHOE
MIPEBOCXOJICTBO IMOJIb3bI HAJl PUCKOM,

aubo

yoenurensHbie myommkanuu |, 11 umua 11
YPOBHS JIOKA3aTEeIIbHOCTH, TTOKA3BIBAIOIITUE
3HAYUTEIIBHOE TIPEBOCXOICTBO PHCKA HAJl
ITOJIB30M.

He pekomennoBaHo.

MeToabl, HCIIOJIb30BAHHBIE IS AHAJIN3A T0KA3aTeJbCTB:

. O0630psI ONTYOTMKOBAaHHBIX METa-aHAJIU30B

. Cucremarndeckue 0030phl ¢ TAOIUIIAMHU JJOKA3aTEIbCTB
Onucanue MeTOA0B, HCIOJIb30BAHHDIX /ISl AHAJIH3A J0KA3aTeJIbCTB:

[Tpu orOope myOIMKaIUi Kak MOTEHIIMATBHBIX HCTOYHHUKOB JTOKA3aTeNIbCTB, UCIIOJIb30BaHHAS B
KaKJIOM UCCIICIOBAHUU METOJIOJIOTHS U3y4aeTCs JIsi TOTO, YTOOBI YOeAUThCS B €€ BaTUIHOCTH.



Pe3ynbrar u3y4yeHus: BIUSET HAa YPOBEHb JI0KA3aTENbCTB, MPUCBAUBAEMBINA MyOJIMKAIMH, YTO B
CBOIO OYEpEe/Ib BIMSIET Ha CHITY, BHITEKAIONINX W3 HEE€ PEKOMEHJAIUil.

Mertomonornyeckoe H3ydeHHE Oa3MpyeTcsi Ha HECKOJBKHX KITIOYEBBIX BOIPOCAX, KOTOPHIC
COKYCHpPOBaHbI Ha TeX OCOOCHHOCTSX JW3allHA WCCIENIOBAaHMS, KOTOPBIE OKa3bIBAIOT
CYIIECTBEHHOE BIIMSHUE Ha BAIMIHOCTH PE3YJIbTATOB M BHIBOJOB. OJTH KIIIOUEBBIC BOIPOCHI
MOTYT BapbHpOBaTh B 3aBHCHMOCTH OT THIIOB HCCJICIOBAHWN W TPUMEHSIEMBIX BOIPOCHHUKOB
(MaTepuanoB), UCTIOAB3YEMBIX ISl CTAaHAAPTU3AIUHN TTPOIIECCa OIEHKH MyOTHMKaIIAM.

beimn  ucnonws3oBaHbl Matepuanbl KOHCeHCycHouW Tpynnbl 1o BJIKH: «®enepanbHbie
KJIMHUYECKHE PEKOMEHJAIMU — IMPOTOKOJIBI MO BEACHHUIO TMalHWEeHTOB C BPOXKICHHOU
TUC(HYHKIMEH KOphI HAIMOYSYHUKOB B IETCKOM Bo3pacte», 2014 r.; nucceprammonHas padora
CazonoBoit A.M. « ComaTHyecKWid CTaTyC W METaOONIMYECKUN HApYyIIEHUS Y B3POCIBIX
narnuenToB ¢ padmuudsiMu popmamu 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;
CUCTeMaTU4YeCcKue 0030pbl, METa-aHAJIN3bl U OPUTHUHAIbHBIE CTAThH.

MeToabl, HCTI0JIb30BaHHBIE 1151 GOPMYJIMPOBAHUSA PEKOMEHIALUIA:
KOHCEHCYC 3KCIEepTOB
HNuaukaropsl 1o6pokavecrBenHoit mpakTuku (Good Practice Points — GPPs):

PexomeHnyemast 1OOpOKadeCTBeHHAs TPaKTUKa Oa3WpyeTcs Ha KIMHUYECKOM OIBITE WICHOB
paboueli TpynIbl MO pa3padoTKe peKOMEHIaIHi.

IKOHOMHYECKUH aHAJIN3:

AHanu3 CTOMMOCTM HE TMPOBOAMWICA U NyOnuKauuu 1o  (papMaKOIKOHOMHKE HE
AHAIU3UPOBAIHCH

MeToa BaJuaAM3alMU PEKOMEHIALMIA:

° Bremrnsis akcniepTHas orieHKa

° BryTpeHHss sKciepTHAsI OlleHKa

Onucanue MeTo1a BAJTUIAN3ALMH PEKOMEHIANMIM:

Hacrosmme pekomenaanuu B MpeaBapuTENbHON BEPCUU OBUIH PEIICH3MPOBAHBI HE3aBUCUMBIMU
JKCIIepTaMH, KOTOpbIE TONPOCHIM TPOKOMMEHTHUPOBATh TMPEXKJE BCEro TO, HACKOJIBKO
MHTEPIIPETALNS I0KA3aTENbCTB, JIEKAIIUX B OCHOBE PEKOMEH 1AM, TOCTYITHA JIJIsl TOHUMaHUSI.

KommenTapuu, mosydeHHbIE OT KCHEPTOB, TIIATEILHO CHUCTEMAaTHU3UPOBAIUCH U 00CYKIANINCh
npejacenareaeM M wWieHaMu pabodeit rpynmbl. Kaxaplii MyHKT OOCYXIalcs W BHOCHUMBIC B
pe3ysbTaTe 3TOr0 M3MEHEHHsS B PEKOMEHJALMM PEerucTpupoBaiuch. Ecnm ke u3MeHeHus He
BHOCHJINCH, TO PETUCTPUPOBAIIUCH IPUUUHBI OTKa3a OT BHECEHUSI U3MEHEHUH.

KoHcynbTanum u 3KcrepTHasi OLleHKA:

[TpoeKT KIMHUYECKHX PEKOMEH AN BBIHOCHIICS Ha OOCYXKJECHUE CPEId CIEIUATUCTOB
podeCCOPCKO-TIPENO1aBaTEIbCKOTO COCTaBa, OPTaHU3aTOPOB 3IPABOOXPAHEHHUS B 00IaCTH
SHJIOKPUHOJIOTHH ¥ TIPAKTUYECKUX CIEIHUATUCTOB B (DOPME 3a09HOTO OOCYXKIACHUS, a TAKKE
00cyXX1ajcst B paMKax dKCIIEPTHBIX cOBeTOB Poccuiickoit Acconmranuy IHIOKPUHOJIOTOB,
COCTOSIIIMX M3 BEAYIIMX CHEIUATMCTOB peruoHOB Pocculickoit denepanuu.

[IpoekT pexoMmeHmamuii ObUT PEIEH3UPOBAH TaKXKE HE3aBUCHUMBIMHU DSKCIEPTaMH, KOTOPBIX
MONIPOCUITM TIPOKOMMEHTHPOBATh, MPEXKIAE BCETO, JOXOMAYMBOCTh M TOYHOCTH MHTEPIIPETAIIUU
JIOKa3aTeIbHOM 0a3bl, JIe)KaIeld B OCHOBE PEKOMEHTaIlHil.



PatGouas rpynna:

Jlis  OKOHYAaTenbHOM peJakiMu W KOHTPOJIS KadecTBa pPEKOMEHJAlUUU OBbLIM TMOBTOPHO
POaHAIM3UPOBAHbl YWiIeHaMHU pabodell Ipynmbl, KOTOpble MPUIUIM K 3aKIOYEHHIO, YTO BCE
3aMe4yaHusl 1 KOMMEHTapuU SKCIIEPTOB MPUHATHI BO BHUMaHHE, PUCK CUCTEMaTHYECKUX OIIHUOOK
npu pa3zpaboTke peKOMEHJAIMil CBeIeH K MUHUMYMY.

OcCHOBHbIE peKOMEHIALMHU:

Kmacc pexomenmamuii (A-D), ypoBum pnoxazarensctB (I, I, Ill, 1V) u wungukatops
JTOOPOKAYECTBECHHOH MPAKTHUKHU MPUBOISATCS MIPH U3JI0KEHUH TEKCTA PEKOMEHIAIINH.



QIIUIAEMHNOJIOI' U

Bpoxnennas mucdynkius kopsl HagmodeunukoB (BJIKH) — sto rpymma ayrocomno-
pelecCCUBHBIX 3a00JIEBaHUM, XapaKTepU3YIIUXcsa aePexkToM omaHoro u3 (GEpPMEHTOB WU
TPAHCTIOPTHBIX OEJNKOB, MPUHUMAIONIMX y4acTHE B CHHTE3€ KOPTU30Ja B KOpPEe HAIAIOYEUHUKOB.
B nacrosimee Bpems onrcano 7 ¢dopm BJAKH:

®  JIMIOWJHAS TUIIEPILIA3HsI KOPhl HAAMOUYeYHUKOB (nedunut StAR-npoTepuna)
e nedunur 20,22-necMonazbl

e nedunur 17a-ruapokcunasel/17,20-mua3br

e nebunut 3B-rTUIAPOKCUCTEPOUIETHIPOTCHA3HI

e nedunut 2 1-ruapoKcuIasbl

e nedunur 11B-ruapokcuiassl

e edUIHT OKCHIOPEAYKTA3bI

HaubGonee wactas ¢opma BJKH, BcTpewaromascs Oonee ueM B 90% ciydaes,
obycnosnena aedunuroM depmenta 21-ruapokcmiasel. B cBoro ouepenn, BJIKH BcnmencTeue
nedunmta 2 1-THAPOKCHIIAa3hl OAPA3IENIeTCs Ha HEKITACCHYECKY0 M KJlacCH4YecKnue (BUpHIIbHAs
U COJIbTEPSIONIasi) GOpPMBI.

PacnipocTpanenHocth kitaccuueckux (opm nedunuta 2 1-ruapoKCHiIa3bl COCTABISET OT
1:10000 mo 1:20000 HOBOpOXIE€HHBIX B mMupe. [lo maHHBIM HEOHATaNIbHOrO CKpUHUHTa B PD
pacrnpoctpaneHHOCTh cocTaBisieT 1:9500. Hexnaccuueckas popma BJIKH BcTpewaercs vame —
0,1-0,2%, a B HEKOTOPBIX U30JUPOBAHHBIX STHUYECKUX TPYMIaX, XapaKTEPU3YIONMIUXCSI BRICOKUM
MPOIICHTOM OJIM3KOPOJICTBEHHBIX OpakoB (HampuMep, eBper AIIKEHa3H), paclpoCTPaHEHHOCTh
MOYET J0X0auTh 10 1-2% [3].

Ha BTopom mecte nHaxonutces runepronndeckas ¢opma BJIKH (I'd BJAIKH) — nedurut
11B-Tunpokcunaspl, KOTOpasi BCTpEYaeTcsl Mo JaHHBIM JuTepaTypsl npumMepHo y 1 ma 100000
HOBOPOXICHHBIX, a cpeau eBpeeB Mapokko - 1 Ha 5000-7000 noBOpoxmeHHbIX. B Poccun
pacnpoctpanenHocts '@ BJ/IKH He u3ydena.

OcranbHbie (POPMBI ONMUCAHBI JIUITH B BUAC OTACIbHBIX KIMHUYCCKUX HAOIIOICHUN U HE
MOJIJIeXKAT CUCTEMATU3AIMH JIJTs1 BRIPAOOTKHM KIMHUYECKUX PEKOMEHIAIUH.

ITUOJIOI'UA

[Tpuumnoit pa3Butusa moboi dhopmsl B/JIKH sBistoTcss MyTanuu reHOB, OTBEYAIONIUX 32
cuHTe3 (PepPMEHTOB WIIM TPAHCTIOPTHBIX OEJIKOB, YYaCTBYIOIIUX B OMOCHHTE3€ KOPTU30JIA.

BJIKH BcneactBue nedunmra 21-ruapokcunassl o0yciaoBineHa myraiueid B rene CYP21
(CYP21A2, CYP21B), naxomsmiemcs B HLA-koMIuTekce Ha KOPOTKOM Ijiede 6- XPOMOCOMBI
(6p21.3). bonbimucTBO (75-80%) MyTaIruii IPUXOAUTCSA HA TOYCUHBIE MUKPOKOHBEPCHH MEKIY
reaoM CYP21 u romonornunbiM emy micesaorenom CYP21P (CYP21A1P, CYP21A), Bcero 20-
25% mnpuxoauTcs Ha KpyHHble MyTallud — JeJelMM W KOHBEPCUHU, MPUBOASIIKME K Oonee
TsokensiM popmam BJIKH. Kpome Toro, cymecTByroT 6oiiee peikne CropaniecKiue MyTaIluu.

B GonpmmuCcTBE cnydaeB Aedunuta 21 THAPOKCHIA3BI OTMEUYACTCA Haau4ue (HEHOTHUII-
TeHOTUIIMYECKOW Koppensiuuu. Tak MyTanuu, COMpOBOXKIAIOLIUECS COXpaHeHueM oOosee 5%
aKTUBHOCTH (hepMeHTa, MPUBOAAT K HEKIaccuyeckoil hopme 3aboseBaHusl; KpPyIHbIE AeEeIUU U
CIUTAWCHHT-MYyTalluH, IPU KOTOPBIX aKTUBHOCTh (pepMeHTa cHukeHa 10 0-2% - Kk Ki1accuyecKum



dbopmam. OmHakO HEOOXOAUMO MOMHHTH, YTO OJHM M T€ K€ MYyTAallMd MOTYT NMPHUBOAHUTH K

pasHbeiM peHoTunmueckuM mposiineHusM (Tadm. 1).

Tabauya 1. Denomunuueckasn koppenayus Hauboree yacmoix mymayuii eena CYP21 npu

paznuunsix popmax B/IKH.
Coabtepsiromas ¢popma Bupuabsnas ¢popma Hexaaccuueckasi popma

- E3del - P453S - V281L

- 12spl - P30L - P30L

-1172N - 1172N -P453S

- R356W -P105L

- Q318X -R339H

- Knacmep E6 -V304M

- V237E -G375S

B cimyuae xomMnayHA-reTepO3UTOTHBIX MYyTAalMi KIMHUYECKass KapTHHA OIpeleisieTcs
OoJiee «JIeTKoM» MyTanuend. B oTimune OoT IeTCKOro Bo3pacTa, y B3POCIBIX HECKOJBKO Ooliee
BBICOKA YyBCTBUTEIbHOCTh MUHEPAIOKOPTUKOUIHBIX PELETITOPOB, IOITOMY T€ MyTallUH, YTO B
JETCTBE Yallle J1aBajl KJIMHUYECKYIO KapTUHY, XapaKTEpHYIO JUIsl coyibTepstouieil (Gopmsbl, y
B3POCJIBIX KIMHUYECKH MOTYT MPOSIBISATHCSA B BUAC MPOCTON BUPHIIbHOU popmbl (Taodu 2).

Tabnuya 2. @enomunuyeckue nposeIeHUs. PA3IUYHBLX 2EHOMUNOE Y 63DOCIbIX NAYUCHMOB
¢ deqpuyumom 2 1-euopoxcunasol 6 PO [4].

MyTanus Kiaununuyeckue npusHaku
3a00J1eBanms (%)
12spl/12spl Comnbrepsitomast 85%
Bupunenas 15%
1172N/1172N Conbrepsromast 21%
Bupunesnas 78%
E3del/E3del Conbrepstomas 100%
R356W/R356 Conbrepsromas 100%
Q318X/Q318X Conwrepstomas 100%
12spl/1172N Conbrepsromtas 100%
12spl/P30L Bupuinsnas 100%
12spl/V281L Bupunsnas 100%
1172N/R356W Bupunsnas 100%

I'mnepronnueckas dopma BJKH pasBuBaercs BcnenctBue myranuii rena CYP11B,
JIOKaJIM30BaHHOM Ha 8 xpomocome (8q21-q22). B opranmsme dyenoBeka (HYHKIMOHUPYIOT 2
uzopopmbl gepmenTa, obnagaromme 93% wuaeHTHUHOCTHIO. 11P-rMapokcunaza 1 Tuma
(CYP11B1) BbipabaThIBaeTCs B MyYKOBOH 30HE KOPHI HAAMOYEYHHKOB, OTBEYAET 3a OHOCHHTE3
koptuzona u perymupyercs AKTIT mo mexanusmy oTpuimarenbHoi oOpaTHOM cBsi3u. VIMeHHO
nedunut depmenta 11B-ruapokcunazsl 1 THMAa MPUBOIUT K PA3BUTHIO THIEPTOHHYECKOM
dopmel BJIKH. Han6onee gacras myrarus B rene CYP11B1 — R448H.

ITATOT'EHE3

Hapymenne cuHTE3a KOpPTH30a BCIEICTBHE HEIOCTATOYHOCTH (depmeHta 21-
TUAPOKCHIIAa3bl BEET K TOMY, YTO IO MEXaHU3MYy OTpPHUIATENIbHON OOpaTHOM CBA3M H30BITOK
AKTT ctumynupyeT KOPKOBBIM CIIOW HAJAIOYEYHUKOB, YTO BBI3BIBAET €€ Trumnepruiazuto. [Ipu



3TOM M3-3a CYIIECTBYIOIIETO ()epMEHTATUBHOTO OJI0Ka Ha MMyTH CTEPOUIOTEHEe3a HAKAIJIUBAIOTCS
MPEIIIECTBEHHUKN KOPTH30JIa U aHJPOTeHOB, IMyTH 00pa30BaHMs KOTOPBIX HE 3a0JI0KHPOBAHbBI

(puc.1).
Puc. 1. Ilamocenes B/IKH eciedcmesue oegpuyuma 2 1-euopoxcuna3zol.

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 |

I[Ipu I'd BJIKH mnarorene3 ananoruueH nepunury 21-rugpokcmiiasbl. [nmaBHBIM
OTJIIMYHUEM SIBIIsIETCS TO, uyTO nipu ['D 610K pacmonaraet HUXKe, IPU ITOM HAPYIIAETCs] KOHBEPCHUS
ne3zokcukoptukoctepona ([JJOK) B koptukoctepon. MmenHo uzdwsitok JIOK, ob6namaromiero
MUHEPAJIOKOPTUKOUIHON  aKTUBHOCTBIO, CUMUTAETCAd OCHOBHOM IIPUYMHOM  IIOBBILICHUS
aprepuanbHoro nasienus npu BJIKH (puc. 2). Taxxe obOcyxmaercs BO3MOXHas pojb 18-
rupokcu- u 19-okco- merabonuroB JJOK, koTopbie Toxxe 001a1a10T MHHEPATIOKOPTUKOU AHBIMH
CBOMCTBaMH.

Puc. 2. Ilamozenesz BI{IKH ecneocmsue depuyuma 1 15-eudpoxcunasol.

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 |




KIMHUYECKASA KAPTUHA

Knunnyeckas xaptuna aeduuuta 21-rHIpOKCHIIa3bl CKIAIbIBACTCAd U3 JABYX OCHOBHBIX
COCTaBJISIOLIMX: HAANOYEYHUKOBOI HEJIOCTATOYHOCTH, BO3HUKAIOIIEH BcleAcTBHE neduuurta
CHUHTE3a KOPTH30Jla U albJ0CTepOHa, U TUIEPAHIPOTeHUH, BO3HHMKAIOUIEH H3-32 M30BITOYHON
OPOAYKIMHM HE3a0JIOKUPOBAHHBIX IOJIOBBIX CTEPOUJIOB. B 3aBUCHMOCTM OT CTENEHU
COXPaHHOCTH aKTUBHOCTH (epMeHTa 21-Tuapokcuiasbl BBIACIAIOT JIBE KJacCHYecKHe (opMbl
BJIKH: conbTepstonyto U BUPUIBHYIO.

[Mpu conprepsitonieir popme wmmeercs AePUINT Kak MHUHEPATOKOPTUKOHMIOB, TaK M
TIIIOKOKOPTUKOUIOB. [Iprdem neduIuT mocieqHux, Mpu OTCYTCTBUN KOMITCHCAIMH, TPUBOIHT K
Pa3BUTHIO CMEPTEILHO-OMACHOTO COCTOSIHUSI — COJIBTEPSIONIETO KpH3a, OOYCIOBICHHOTO
CHIDKEHHEM peadcopOluu HaTpusli B KaHAIbIAX IMOYEK, CHMIKEHHEM OOBEM MHUPKYIUPYIOMEH
KPOBH, apTEPUAIBHOTO NABJICHUs, Pa3BUTHsI BhIpakeHHOTO 00e3BokuBaHUWs. Hanbomee Tsokeno
COJITEPSIONINE KPHU3bI MPOTEKAIOT B JACTCKOM BO3PACTe, C BO3PACTOM HMX YaCTOTa CHIDKACTCS,
OJTHAKO B CTPECCOBBIX CHUTYaIUSIX, HAIPUMEp, MPH OINEpalusix, TpaBMaxX, WHTEPKYPPEHTHBIX
3a00JICBaHUSAX, OHH MOTYT OCJIO)KHUTH TEUCHHE 3a00JICBaHUS U Y B3POCIIBIX.

[Ipu BupmibHOI (hopme OoTMEHaeTcs TOJNBKO Ae(PUIMT KOPTU30a, YTO MPU OTCYTCTBHH
JICYEHUsl TPOSIBISIETCS MBIIIEUYHOM C€1a00CThIO, YTOMIIIEMOCTbIO, MOTEMHEHHEM KOXKHBIX
MOKPOBOB Ha JOHE CUMIITOMOB TUIIEPAHAPOTEHUU.

Hepenko y mamueHTOB OTMEYaeTCs HU3KHM KOHEYHBIM POCT, YTO MOXKET SBISTHCS
CJICICTBHEM KaK HEIOCTAaTOYHOTO (M3-3a M30BITKAa aHIPOTEHOB), TaK U HM30BITOYHOTO (M3-3a
M30BITKA TTIOKOKOPTUKOHJIOB) JICUCHHUS B IETCTBE.

[Ipu3Haku runepaHApOreHUH y JKCHINUH C Kiaccudeckumu ¢opmamu aeduiura 21-
TUAPOKCUIIA3bl OOBIYHO SPKO BBIPAKEHBI M MpPH OTCYTCTBHUHM JICUEHUS MPOSBISIOTCS
BUPWJIM3AIMEN HAPYXKHBIX IOJOBBIX OPraHOB, aMEHOpPEEH, BBIPAKECHHOW ayloNerued |
rupcytu3mMoM. B HeamarnoctupoBaHHbIX cinydasx BJIKH nmanueHTKH ¢ KEHCKUM KapHOTHIIOM
UMEIOT MYKCKOM (eHoTun. Y MyXYdMH NpHU3HAKaMU HAINOYEUYHUKOBOW THIEpaHAPOTeHUN
ABIISAIOTCA OECIIoINe, TOSIBIIEHUE aKHE.

Hexmaccuueckas ¢opma BJIKH He compoBoxmaeTrcsi mpu3HaKaMu HaJAIMOYSYHHKOBOM
HEJ0CTATOYHOCTHU U MPOSBIISETCS TOBOJIBHO MO3AHO — OOBIYHO TOCIe MyOepTaTHOro Bo3pacTa. Y
MYXXYHMH 3TO 3a00JIeBaHUE NMPAKTUYECKU HUKOTJA HE IUAarHOCTUPYETCsS U He TpeOyeT JIedeHUs B
CBSI3M C OTCYTCTBUEM XapaKTEPHBIX MPU3HAKOB. Y JKEHIIMH OTMEYaloTCs MPU3HAKU YMEPEHHOU
TUIEPaHJPOTeHUU: aKHe, TUPCYTH3M, ajolelus; YacTo HaOMIoJaeTcsi  HapylleHHe
MEHCTPYaJIbHOTO LIMKJIA, OECIII0INe U HEBbIHAIIMBaHUE OEPEMEHHOCTH.

VY mamuwenToB ¢ aedunuTom 11B-ruapokcunasbl, Kak W TpU BUPUIbHOU (opme 21-
TUPOKCHUIIA3hl, DPAa3BUBAIOTCA KIWHUYECKHWE MPU3HAKU, CBS3aHHBIE C JIEHCTBUEM H30BITKA
aHApPOTeHOB U JeduiuTa KopTusoia. [loaToMy B AETCKOM BO3pacTe HEPEAKO MalheHTaM
OomMOO0YHO yCTaHABIMBACTCS quUarHo3 nedumura 21-ruapokcuiiasel, TeM 0ojiee 4To ypoBeHb 17-
OH-miporecrepona (170HP) y HuUX OOBIYHO TOBBIINICH, KaKk W TPU BUPHIBHOW ¢opme.
3anofo3puTh THUIEPTOHHYECKYI0 (OpPMYy MOXXHO B CIydasix T[OBBIIICHUS apTepUaNbHOTO
JMaBJICHUs] y TAlMEeHTOB Ha TIIOKOKOPTUKOMAHON Tepamuu B OTCYTCTBHE MPHU3HAKOB
nepeao3upoBKU mpenapartoB. Al', koTopas BcTpedaercs y 2/3 manueHtoB ¢ nedururom 1103-
TUIPOKCHUIIA3hl, HAYMHAET MPOSBIATHCS B Pa3HOM BO3pACTE, Yalle B JETCTBE, MOXKET HOCUTh Kak
YMEpPEHHBIN, TaK U BBIPAKEHHBIM XapakTep C pa3BUTHEM OCJIOXHEHWH: TUNepTpoQus JEBOrO
JKEITyl0uKa, PETHHOIATHUS, MaKPOBACKYJISIPHBIE OCIIOKHEHUS.
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JTUATHOCTHUKA

Huacnocmuka knaccuveckux gpopm oegpuyuma 2 1-2udpoxcunaszol
Pexomenoauuu:

1.1 B xauecmee ocnosHo20 MemoOa 6viaeleHus Kidccuveckux ¢gopm oegpuyuma 21-
2UOPOKUCTIA3bL PEKOMEHOYEMCs NPO8OOUMb HEOHAMANbHbIU cCKpuHuHe (1B).

1.2 B cayuasx Heobxooumocmu nNOCMAHOBKU OUAeHO3A 8 0ojee NO30HeM 603pacme
2NABHBIM OUACHOCIMUYeCKUM MapKepom sigasiemcs yposenv 170HP 6 cviopomike Kposu 6 pantue
ympeHnHue uacsl (1B).

bnaronapss Tomy, uro BJ/IKH siBnsiercss reHeTHYeCKUM, MOTEHLHAIBHO JIETATbHBIM M
UMEIOIUM YeTKUW JUAarHOCTHYECKUW Mapkep 3a0ojieBaHUEM, ONTHUMAIBHBIM METOJ0M
BoisiBiieHus BJIKH Bo BceM mupe B Hactosilee BpeMsi CUUTAETCS MPOBEIECHUE HEOHATATbLHOIO
ckpununra. C cepeamnanl 2006 r. oH ObLT BHeApeH u B Poccuu, 9TO MO3BOJISIET MOCTAaBUTH
JMarHo3 M HayaTh JICYCHHE €Hle B paHHEM JeTCKoM Bo3pacte. llosromy nmarHoctuka
KJIaCCUYEeCKUX (OpM BO B3pOCIOM Bo3pacTe OObIYHO yxe He TpeOyerca. OnHako WHOrAA
3a00JieBaHE HE AMATHOCTHPYETCS BOBPEMS, U YCTAHOBIEHHUE JUArHo3a TpedyeTcs B CTaplieM
Bo3pacte. OOBIYHO 3Ta CHUTyalUss BO3HUKAET Y B3POCIBIX IMPH COYETAHUU HECOOTBETCTBUS
NacloOpTHOrO W TEHETHMYECKOro Iojla WM MpU JJIUTEIbHO CYIIECTBYIOIIEH —TSKEIOU
BUPUJTU3ALINH.

Juarnoctuka aeduuura 21-ruapokcunasbl OCHOBaHA Ha onpenaeieHuu yposas 170HP —
NPE/IIECTBEHHUKAa KOPTH30Jla, HAaXOMAIIETOCs HEMOCPEICTBEHHO Had (epMEHTaTUBHBIM
6moxoM. Ilpu knaccuueckux Gpopmax ero ypoBeHb OOBIYHO 3HAUUTENBHO MpeBbIIIeH — 6oee 300
HMOJB/1T wnn 6onee 100 Hr/miu. Kpome Toro, ormMedaercsi BHIpaXEHHOE IMOBBIIICHUE YPOBHEU
TECTOCTEPOHA, aHJIPOCTEHIMOHA U APYIHX MPEIIIeCTBEHHUKOB MOJIOBBIX cTepouaoB. Ilpu Takux
NoKa3aTesiX JMarHo3 He BBI3BIBACT COMHEHHH, JOMOJHHUTEIBHOTO MOJATBEPXKACHUS HE
TpeOyeTcs.

JUis  OKOHYAaTEeNbHOTO  yTOYHEHHsA JHMarHo3a W € I[EJIbl0  T'€HETUYECKOTro
KOHCYJIbTUPOBAaHUS MAllMEHTOB MCIOJIb3YETCS TE€HETUYECKOE UCCIEIOBAHUE Ha HaJIUu4ue
myTanuii B rene 21-ruapokcunassl - CYP21. I'enotunupoBanure BJIKH nomxHO mpoBoaANTECS B
CepTU(HUIIMPOBAHHBIX JTa0OpAaTOPUAX, B KOTOPBIX HMEETCs aJeKBAaTHBI KOHTPOJb KayecTBa
IPOBOIUMBIX aHAIM30B U TJ€ MOXKHO NMpOBeCTH cekBeHupoBanue reHa CYP21, ecnmu ckpuHUHT
Ha Hau0OoJIee YacThle MyTallul OKa3aJcsi HEMH(POPMATUBHBIM.

Jluaznocmuka neknaccuueckoii gpopmut 21-2udpokcuna3zl
Pexomenoauuu:

1.3 Juaenocmuxa uBJKH npoooumcs y wceHwuH ¢ NPUSHAKAMU 2SUPCYMU3MA,
anoneyuu, akHe, HAPYWEHUAMU MEHCMPYATbHO20 YUKIA, Oecnioouem u/uiu npusblyHbIM
HegblHauusanuem bepemernrocmu (2B).

1.4 Pexomendyemcs nposooums ouacnocmuky HB/IIKH no pezyibmamam ympenHezo
ypoeuss 170HP 6 cvieopomke Kpoeu 6 paHHIOw Goriukyiapuyo @asy, Oalee npu
HeobXooumMocmu OUa2HO3 MONCHO NOOMEEPOUMb C NOMOWLIO CMUMYIUPYIOUe20 mecma ¢
cunakmenom (1B). B P®, ¢ yuemom omcymcmeus 3apecucmpuposaHublx Npenapamos
CUHAKMEHA, 803MOIHCHO NpoedeHue npoovl ¢ CUHAKMEHOM-0eno.

1.5 Ilpu nonoscumenvuwix unu comHumenvhvix pesyibmamax onpeoenenus 170HP unu
mecma ¢ CUHAKMEHOM, d MaK e 6 YelsaX 2eHemuidecKko2o KOHCYIbmMUposanus oaiee
npeonazaemcs nposooums cenomunuposanue (2B).
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JmarHoctuka Heknaccudyeckoil ¢opmbl BJIKH sBmsiercss Gomee wacToit 3amaueit u
PYTHHHO BCTPEUYAeTCs B MPAKTHUKE IHAOKPHHOJOTOB M aKyIIEPOB-TMHEKOJIOTOB, TaK KakK IO
KIIMHAYECKUM TIPOSIBJICHUSM 3TO 3a00JI€BaHNE CXO0KE C CHHAPOMOM TOJIMKUCTO3HBIX SHYHUKOB.
NMeHnHO ¢ 3TUM 3a00J€BaHUEM M MPOBOAMUTCS dYaiie Bcero AuddepeHnnanbHas TUarHOCTHKA
HBJIKH.

JIisi MarHOCTUKHA Hekimaccuuecko (opmer 3a60p kpoBu Ha 170HP mpooasT pano
yTpoM B GOJTUKYISIpHYIO (a3y mukia (He mo3aHee S5-7 IHS), IPU aME@HOpee — B JIFOOOH JICHb,
cTporo BHe OepemMeHHOCTH. Hopmoli cuuTaroTCs MoKas3aTelnn MeHee 6 HMOJIB/JI WM MeHee 2
HT/MJI, HWKE 3THUX ypoBHeW mnokazateneit HBJAKH mpaktuueckum He Berpewaercs. Cremyer
MOMHHTb, 4YTO pedepeHCHbIE 3HAUEHHUs, KOTOPble MPUBOAITCS PA3IMYHBIMU J1a00paTOPUSIMHU,
OOBIYHO OTIMYAIOTCS U MOTYT OBITh 3HAYUTENHbHO HI)KE YKA3aHHBIX «OTPE3HBIX TOYEK» IS
JHarHocTUku Heknaccunaeckor BJIKH.

B cnyuae 3nauenuii 6azampHoro 170HP 6Gonee 30 amonb/n miam 10 Hr/mu, auarsos
HBJIKH cunTaercs moaTBep»KIAECHHBIM, W JIOMOJHUTEIBHONW NUAarHOCTUKH He TpeOyercs. [lpu
norpannyHbiXx 3HadeHUsx 170HP (6-30 amonw/n wnm 2-10 Hr/Mi — Tak Ha3bpIBaeMasi «cepas
30Ha»), BBIIBJICHHBIX MHHUMYM TpU JBYKPAaTHOM OIPEACIICHHH, HEOOXOIUMO TPOBOIUTH
JIOTIOJTHUTETLHBIN CTUMYJUPYIOIIUA TECT ¢ CHHAKTEHOM (KOCHHTPOITMHOM, T€TPAKO3aKTHUIOM —
cunrernueckuMm aHaimorom AKTI), uro siBasieTcst 30510ThIM cTaHgapToM auarHoctukun HBJIKH
BO BCEM MHpE.

IIpoTokoJ npoBexeHnsi NpoObI ¢ KOPOTKUM CHHAKTEHOM:

- UCXOJIHO uccheayercss 6a3anpHbId ypoBeHb 17OHP yTpoMm B panHIo (omumkyaspHyo hasy
IIUKITa

- rocJie 3a00pa KPOBU BHYTPUBEHHO WJIM BHYTPUMBIIIEUHO BBOAUTCS 250 MKI CHHAKTEHa

- yepe3 30 u 60 munyT uccnenyrorca yposau 170HP u kopTuzona

B Hopme ypoBers 170HP Ha ctuMynsnuu He TOJDKEH MpeBbICUTH 30 HMOJIB/JI, YPOBEHB
KOpTHU30Ja JoikeH ctath 6osee 500 amons/n. [Ipesbimenne ypoBHus 17 OHP 6onee 30 amonb/n
CBUJICTEIILCTBYET B MOJIB3Y Hekiaccuueckon opmer BJIKH.

K coxanenuto, B HacTosiiee Bpemsi B PO OTCYTCTBYIOT 3aperuCTpUPOBAHHBIE TTPENapaThl
KOPOTKOT'O CHHAKTEHa, [I0ATOMY IPOBEeHHE IPOoObl B €e OOLIEIPUHATOM BapHaHTe CTAaHOBUTCS
HEBO3MOXKHBIM. VIMeeTcsl 3aperucTpUpOBaHHBIA TIpemapar MPOJIOHTHPOBAHHON (OpMBI —
CHUHAKTEH-/IeTI0, HIKE MPEJICTABIICH aallTUPOBAHHBIN BapUaHT IPOBEACHUS MPOOLI.

IIporokoJ npoBeneHnsi NPOObI ¢ CHHAKTEHOM-/IENO:

- UCXOJHO uccheayercss 6a3anpHbId ypoBeHb 17OHP yTpoMm B panHIoO (omumkymspHyo dazy
IIUKJTa

- rocJie 3a0opa KpoBH IIyOOKO BHYTPUMBIIIEYHO BBOJUTCS | MI' CHHAKTEHa-/1e1o

- yepe3 12 n/unu 24 yaca uccnenyrorcs ypoau 170HP u xopTtuzona

Tak xak JaHHBIM BapHaHT MPOOBI HE MCIOJIb3YETCs] B MUpE, AJI HEr0 HE pa3padOoTaHbI
COOCTBEHHBIE KPUTEPUHU, TI0O KOTOPHIM MOKHO OLIEHHUBATh PE3Yy/bTAThl, a JaHHbIE aBTOPOB B PD
3HaYUTENbHO pa3HaTcs. [loaToMy mpeanaraercsi SKCTPANoIUpoBaTh KPUTEPUU JUArHOCTUKH C
KOPOTKOM MpOObI M OLIEHUBATh UX aHAJOTHYHO TECTY C KOPOTKUM CHHAKTEHOM.

Anroput™m auarHoctuku Heknaccuueckor BJIKH npencrasnen B Ta6:. 3.
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Tabauya 3. Jquaenocmuxa BI{KH ecnedcmeue oepuyuma 2 1-euopoxcunazol

Basauabnblii ypoBens 17-OHP
< 6 HMOJIB/T 6-30 HMOIB/T > 30 HMOMB/NT
(< 2 ur/mn) (2-10 ur/mm) (> 10 ur/m)
JononHuTebHAsA Iloxa3zaHo npoBeneHune MpoobI ¢ JdonmostHuTeIbHAS
AUATHOCTHKA He CHHAKTEHOM AUATHOCTHKA He
Tpeldyercsi Tpedyercs
< 30 HMONB/N >30 HMOITB/T
(< 10 ur/mn) (>10 ur/m)
ITaTosoruu He BbISIBJIEHO Hexknaccnueckas BJIKH

B ciydasx, xorga HpoBelIE€HHE CTUMYJIMPYIOLIETO TECTa ¢ CHHAKTEHOM HEBO3MOJKHO,
a100 MpPHU €ro COMHHUTENIBHBIX pe3yJabTaTaX OKOHYATEIbHBIM 3TAllOM JUArHOCTUKHU SIBIISETCS
TeHETUYECKOE UCCIIeIOBaHNE HA HaJTMUue MyTaluu B rere 2 1-ruapokcunassl — CYP21.

[Ipu umHTEpHpeTanuu MOIXYYEHHBIX PE3YJIbTaTOB HEOOXOIMMO YYHMTHIBATH HECKOJBKO
¢daxTopoB. Bo-mepBbix, HekoTOpble Jaboparopuu B P mnpoBOAAT AMArHOCTHKY ML 2-3
HanOosiee KpPYMHBIX MYyTalMd, XapaKTepHBIX Ui KJIacCH4ecKux ¢opMm 21-TUIpOKCHIIA3bIL.
[TosTomMy mepen HampaBJIeHHEM Ha HUCCIEIOBaHHE HEOOXOAWMO YTOYHSATH, MPOBOIUTCS JIH
UCCIIEIOBAaHUE TOUYCYHBIX MYTAlMi, celu(PUUHBIX 175 Hekiaccuuecko (Gopmel (cMm. Tabdm. 1).
Bo-Bropeix, BJIKH sBnsiercs ayTOCOMHO-pPELIECCHBHBIM 3a00J€BaHUEM, MOSTOMY  JUIS
HOJTBEPXKICHUS JUarHo3a HeoO0X0AUMO, YTOOBI ObUTO BBISABICHO OJHOBPEMEHHO 2 MyTalluH B
OTIpeNieNIIEMBIX TIOJOXKEHUAX TeHa (3TO MOXET OBITh TOMO3HMIOTHAsi MyTauus Ju00 2 pa3Hble
MyTallud B TETEPO3UTOTHOM MOJ0XkeHuH). [lpu BBISABIEHHMN JMIIb OJHOM TI€TEPO3UTOTHON
MYTaIlU{ YEJIOBEK CUUTACTCS 3/I0POBBIM F€TEPO3UTOTHBIM HOCUTEIIEM, U JICUCHHUSI He TpeOyeTcs.

Jluaznocmuka oepuuyuma 11f-2uopokcunazot
Pexomenoauusn:

1.6 Juaenocmuxa I'® BIKH oondicrha nposooumscsi no yposuio 11-oezokcuxopmuszona 6
cblgopomKe Kpoeu y nayuenmos ¢ hemunuunoim medenuem B/IKH unu nosenenuem AI' (2C).

OcHoBHbIM Mapkepom auarHoctukn ['®@ BJIKH sBnsercs omnpenenenue 11-
J€30KCUKOPTH30Jla — OCHOBHOIO IpEAIIECTBEHHUKAa KOPTHU30J1a, HAXOMALIErocs Hal
(epMeHTaTUBHBIM OJIOKOM, KOTOPBIM MpH KJIACCHYECKOM BapHaHTE 3a00JICBaHMS IMPEBBIIIACT
HOpMY Oonee yeM B 5-10 pa3. OnHako B pyTHHHOW IMPAaKTUKE 3TO BO3MOXKHO CAETAaTh TOJBKO B
X0Jle NpOBENEHUsT MyJIbTUCTepougHOro aHanusa. Ilostomy, npu mogospenun Ha I'® BJIKH,
HanpuMep, NMpU HU3KOM YpPOBHE KalMsl M aKTUBHOCTH peHMHa mia3Mbl (APII) BHe mpuema
MHHEPATOKOPTUKOMIHBIH npenaparoB (MK) wim nepeno3upoBKH — TIFOKOKOPTHKOMIHBIX
npenaparoB (['K), mnpu mnOBBIIEHUM apTepUANBEHOrO MJABJICHUS Yy TALMEHTOB C paHee
BBISIBJICHHON BUPHIBHOU (popMoOii 3a001eBanus, a TaKkKe MPU OTCYTCTBUU TUIMYHBIX MyTallUi B
rene CYP2l, naumenta HeoOXOAMMO HampaBUTh B CHEIHAIU3UPOBAHHBIC LIEHTPHI JUIS
YTOUHEHHSI JMarHo3a u noadopa Teparnuu.

UccnenoBanne myranuit B rere CYP11B1 mms amarnoctuku ' BJAKH B Poccum
IIPOBOAMTCS KpallHE PEeIKO, OJHAKO B HEKOTOPBIX CTpaHax (Hamp. B M3pauie) cekBeHUpOBaHUE
Ha BbIsBJIeHUE MyTanuu - His R448H - npuMeHsiercsi B pyTHHHOH MPaKTHKE.
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B nutepatype omucanbl ciiydan Hekiaccuueckoi Gopmel aedunurta 11B-ruapokcusnassl.
B kinuHuYeckoil KapTMHE [OMUHHUPYIOT TPU3HAKK TUINEPAHIPOTEHUM U  HapyIIEHUs
MEHCTPYaJbHOTO IMKIJIa y x)eHiuH, A" pu 3toii hopme 3abosieBaHMs HET, TUOO OHA HOCUT
HE3HAYMTENbHBIN XapakTep. JlmarHoctupoBaTh Heknaccuueckyro ¢dopmy 11B-ruapokcusnassl
MOXHO Ha OCHOBaHMM TIOBBIICHHS |1-1€30KCUKOPTH30JIa TpPU TPOBEICHUHM TaHIEMHOMN
MaccrekTpoMeTpuu. B psne ciiyyaeB MpPOBOIUTCS TECT C CHHAKTEHOM, JUISl MOATBEP KICHUS
IuarHosza Tmokaszatenb 11-me30kcukopTu3ona JODKEH B S5 pa3 MpeBblIaTh HOpPMajbHBIE
3HAYEHUSI.

JIEHEHHUE

Jleuenue nayuenmoe ¢ knaccuueckumu popmamu oepuyuma 21-
2UOPOKCUIA3bl

Pexomenoauuu:

2.1 Pexomenoyemcs neuums 63pOCIAbIX NAYUEHMO8 ¢ Kiaccudeckumu gopmamu BIIKH
2UOPOKOPMUZOHOM Uau oaumenvro Oeticmayrowumu I'K (1B)

2.2 Ilpu convmepsawwet ¢opme Odepuyuma 2I1-euopoxcunazvl peKomeHoyemcs
oononnumenvuo xk I'K npumensmos MK (¢hnyopoxopmuson) (1B)

2.3 Pexomenoyemcs ysenuuenue 003wl I K unu nepexoo na napenmepanvroe éseoernue I'K
8 OCMpbLIX cumyayusx, maxkux kKaxk ¢gheopurvnas memnepamypa (>38,5°C), eacmposumepum c
Odezcudpamayueti, onepayuu noo odweill anecmesuell u maccusnvie mpasmi (1B)

2.4 Ilpu 5MOYUOHATILHOM U HEPBHOM HANPANCEHUU, NPU Je2KUX BUPYCHBIX 3A001e6aAHUSAX U
npedcmoswelt gusuueckoul nazpyske yseauuusams 003y I'K ne pexomenoyemces (2B)

Jleuenne xmaccuueckux ¢opm BJIKH cBomutcss kK TOXH3HEHHOMY TPUMEHEHUIO
TIIIOKOKOPTUKOMIIOB M MHHEPATOKOPTUKOMIOB (mpu cosbrepstonieii  Gopme). OcHoBHas
cinoxknocth Jiedenus BJIKH 3akirodaercss B ToM, 4TO B HAcTOAIIEeEe BpeMsi HE pa3pabOTaHbI
npenaparsl, MOJHOCThI0 UMHUTHUPYIONIHME COOCTBEHHYIO CEKpEIUI0 KOPTU30Ja M CIHOCOOHBIE B
(Gbu3MONOrMYecKuX J03aX MOJHOCThIO TMOJABUTh HM30BITOUHBIN CHHTE3 HAIMOYEYHUKOBBIX
aHJPOTEHOB, MOATOMY BEJCHHE MAlMEHTOB CBOAMUTCA K OallaHCUPOBAHUIO MEXIY MpHU3HAKaMU
TUIEPKOPTUIIM3MA U TUTIEPAHIPOTCHHH.

B ornuume oT nerckoro Bo3pacra, KOrja peKOMEHAYeTCs BECTH MAaI[MeHTOB TOJBKO Ha
[IIIOKOKOPTUKOUIHBIX TIperaparax KOPOTKOrO IEHCTBHS, Y B3pPOCIBIX MAI[MEHTOB BO3MOXKHO
WCIIOJIb30BaHUE KaK TPErmapaTroB KOPOTKOTO (THAPOKOPTHU30H, KopTed), Tak M JIUTEITLHOTO
neiicTBus  (IPEIHUBOJIOH, JEKCaMEeTa30H, METHUIperd). OTO B psle CIy4aeB MPUBOIUT K
YAYYIIEHHUI0O KOMIUTACHTHOCTH TNainueHToB. Hambosee yacto ucrnomib3yercs cienyolas cxema
MepeBo/ia C OJTHOTO TIIFOKOKOPTUKOUIHOTO Tpernapara Ha Apyroi: 20 Mr THApOKOPTU30HA <~ 5 MT
npeaHu3osiona <~ 4 mr metunpena <~ 0,375-0,5 Mr qekcamerasoHa.

Bpemsi HazHaueHus TIIOKOKOPTUKOUAHBIX mpenaparoB npu BJIKH ocrtaercs B mupe
JTUCKYTUPYEMBIM BONPOCOM. ECTh CTOPOHHHMKM Ha3HAY€HHUS OOJBIIUX 103 YTPOM, KOTOpPHIC
CUMTAIOT TaKOU peXHUM Oosiee PU3MOIOTUYHBIM, TaK KaK OH JIyYIlle UMUTHUPYET IUPKaIUaHHBIN
PUTM BBIPAOOTKH KOPTH30ja. J[pyrue e OTMEUaroT JOCTHKEHUE JIyYIlled KOMIICHCAIlUU TPH
MpUMEHEHUH OOJBINMX /03 HAa HOYb 3a cUeT mojaBieHus HouHoro BeiOpoca AKTI'. B Poccun
qarie MPUMEHSIETCS BTOPOM BapHaHT, OJTHAKO CTPOTUX PEKOMEHJAIMHI 110 JAHHOMY BOIIPOCY HET,
U PEIICHUE MOXET OCTAThCS 3a JICUAlUM BPadOM.
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Jlnst KOMIIEHCAlluu MUHEPATIOKOPTUKOUTHONW (DYHKIIMHM HCIIONB3yeTcsl (hIyApOKOPTHU30H
(xkopturedd). CpemHue TO3UPOBKHM M CXEMBl TPUMEHEHHUS TMIpenapaToB Ui JICUCHUS
knaccuuecknx popm BJIKH npencrasnens: B Tadi. 4.

Tabnuya 4. Ilpenapamoer enoxko- U MUHEPATOKOPMUKOUOOS, UCHONb3YeMble 8 JleYeHUU
knaccuyeckux popm BIIKH

Kopred 20-40 Mr/cyT pazmenuthb Ha 2-3 npuema
[Ipenuuzonon 5-10 mr/cyT Ha 2 mpuemMa
JlexcameTa3oH 0,75-1,0 Mr/cyT Ha HOYb

Mertunpen 4-6 Mr/cyT Ha HOYb

Kopruruedd 50-150 mkr/cyT Ha 1-2 npuema

Y mamuenToB ¢ kimaccumueckumu (popmamu BJIKH B opranmsme He NpPOMCXOIUT
aZIcKBaTHOW BBIPAOOTKM KOPTH30Jla B OTBET Ha (PU3MUECKHil CTpecc, Hampumep, Ipu
3a00JICBaHUAX,  COIMPOBOXKIAIOIIUXCA  BBICOKOM  TeMIIepaTypoil, = TaCTpPOIHTEpPUTE  C
JeruapaTalnueii, omepanusx W TpaBmax. MMeHHo mnosTomMy Bcem mnanueHtam ¢ BJIKH
PEKOMEHIIyeTCsl HOCUTh Tpu cebe UACHTU(PUKAIMOHHBIE JOKYMEHTHI WJIW OpacieTsl,
YKa3bIBAIOIINE, YTO Y HUX UMEETCS JaHHOE 3a00JIeBaHKE, U B CIy4ae YPICHTHBIX CUTyallUd UM
HEOOXOAMMO HE3aMeJIMTEILHOE BBEJACHHE THAPOKOPTH30HA. Tak Kak 3a00JieBaHME SBISETCS
peIKMM W HE 3HAKOMO MHOTHM CIICIHAIMCTaM IEPBUYHOTO 3BEHA, B HJICHTU(PUKAAIMOHHBIX
JOKYMEHTaxX TMpejJiaraeTcs yKa3blBaTh Yy TaKuX TMAlMCHTOB HaJW4HEe XPOHHYECKOU
HAJIMTOYEYHUKOBOM HEIOCTATOUYHOCTH, YTO OOJIErdaeT MPUHATHE PEIICHHS B OCTPHIX CUTYAITUsIX.

B cnydyae uHTepKyppeHTHBIX 3a00JieBaHUN, MPHU KOTOPHIX COXpaHEHA BO3MOXKHOCTb
poJoHKeHUsl mepopanbHoro npuema 'K, HeoOxonuMo yBenrueHue 103561 TITIOKOKOPTHUKOHUIOB B
2-3 paza. [Ipu HeahPeKTUBHOCTH BBOJIUTCS THAPOKOPTU3OH (TUIPOKOPTU30H CYKIIMHAT HATPUS
(comy-kopted)) 100-50 Mr BHYTPUMBIIIEYHO, Jaiee IPH HEOOXOIUMOCTH BBEICHUE MOBTOPSIETCS
o 50 Mr kaxjapie 4-6 gacoB. B ciydae OTCyTCTBHSI yIydIlIeHUsI CAMOYYBCTBHUS B TeueHue 24-48
4acoB PEKOMEH]IYeTCsl TOCMUTANINU3AIMS B CTallMOHAp, /1€ MIPOBOAUTCS BHYTPUBEHHAs WH(DYy3uUs
TUAPOKOPTU30HA Ha (hoHE peruapaTaiuoHHON Tepanuu. [Ipm mpUMeHEeHHWH MapeHTepaNIbHOIO
TUAPOKOPTU30HA, 11032 KopTuHedda He MeHseTcs, aubo naxe MK OoTMEHSIOTCS TOJHOCTHIO.
Kak Tonbko cocTosiHHME NalUeHTa CTaOUIU3UpYyeTCs, CIEAyeT IOCTENIeHHO BEpPHYThCA K
OObIUHBIM J03aM TnpenapatoB. [Ipu Qusmyeckux Harpyskax M ICHUXOJIOTHYECKOM CTpecce
HE0OXOAUMOCTH B yBennueHuu 1036l ['K Her.

Jleuenue nayuenmoe ¢ Hekaaccuueckumu popmamu oepuyuma 21-
2UOPOKCUA3bl

Pexomenoauuu:

2.5 Jleuenue nayuenmox ¢ HBIKH c nomowpwro I'K pexomendyemcs npogooumv npu
BbIABNICHUU 3HAYUMOU 2UNEPAHOPOSEHUU, OeCnI00Us UTU HeBbIHAWUBAHUS OepemenHocmu (2B)

2.6 V orcenwun ¢ ymepennou eunepanopoceHueli u Ouc@yHkyuel SAUYHUKO8 6HE
NAAHUPOBAHUSL OEPEMEHHOCMU  BO3MOJICHO npumeHeHue emecmo 'K cumnmomamuueckou
mepanuu.: KOK u/unu anmuanopozenos (2C)

2.7 Jleuumo b6eccumnmommule hopmwt HBJIKH y owcenwun ne pexomenoyemest (2C)

2.8 Myowcuunvl ¢ nBJIKH 6 neuenuu ne nyscoaromes (2C)
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HecmoTpss Ha TO, 4TO maToreHeTWYecKOoe JedeHHe Hekaaccuieckoil dopmbl BJIKH
JIOJDKHO OBl TPOBOTUTHCS MO TEM K€ MPHHIUIIAM, YTO U MpH Kiaccudeckux (Gopmax (myrem
NOJABJCHUS M30BITOYHON MPOAYKIIMK aHAPOreHOB B HAAMOYCYHHMKAX), HEOOXOAUMOCTb
HazHaueHus: ['K Tepanmuum abcomroTHO BceMm keHIMHaM ¢ Hekiaccnueckod BJIKH Bei3piBaer
00JIbIINE CIIOPHI Y CHEIUAIIMCTOB M0 BceMmy Mupy. Jleno B ToM, uto 1036l ['K, HEOOX0oaMMBIE Atist
MOJIaBJICHUS U30BITOYHON MPOIYKIIUU aHJPOTEHOB, HEpeIKo SBIISIOTCS
cynpadu3nOoIOTHIECKUMH, YTO, C YYETOM MSTKOTO TEUeHHs JaHHOW (opmbl 3a00seBaHUs,
BBI3bIBAET ONpE/CIICHHbIE ONAaCeHMsI B IJIaHE MX MOXKM3HEHHOro npuemMa. [loaTomy Bce Oosbiie
CIEIMAJINCTOB BO BCEM MHUpPE MPUXOASAT K MHEHHIO, YTO BHE IUIAHUPOBAHUS OEPEMEHHOCTH U
BbIpaX€HHOU runepanaporenuu npumenenne ['K He sBisiercs 00s3aTENbHBIM M MOXKET OBITh
3aMEHEHO CUMITTOMaTHUecKoi Tepanueii B Buae KOK u/unu antuanaporenos (tadi. 5).

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

IumpoTepon 10-50 mr B cytku ¢ 1 o 15 neHb HUKIIA B BUIE MOHOTEPAIIUH, B
koMmOuHarnuy win B coctaBe KOK mukinnuaeckn B pexume 21/7

CHnupoHOJIaKTOH 100-200 mr B cyTKH

dunHacrepun 2,5-5 Mr B CyTKH

dnyramu 50-150 mr B cyTKH

OTHHUIACTPATUON/APOCTTUPEHOH 0,03/3 mr o 1 T. IKIIMYECKU B pexume 21/7 unu 24/4

OTHHUIACTPATUOI/XJIOPMATHHOH 0,03/2 mr o 1 T. IUKIMYECKU B pexume 21/7

VY XEHILMH ¢ BBIPa)KEHHBIMU CUMIITOMaMH TUIIEPaHAPOTeHUU BO3MOKHO HazHadyeHue ['K
(Tabm. 6). [locne Havama Tepanuu BOCCTAHOBJIICHHE MEHCTPYAIHHOTO IIUKJIA M YMEHBIIICHHE aKHE
MOXHO OXHJaTh 4yepe3 3 mMec., a rupcytusma — B TeueHue 30 mec. [lomumo 3Toro tepanuio
MO3KHO TIpoBOoAUTh KoMOuHKpoBaHHO ¢ KOK n/unm aHTHaHaporeHamu, a Tak)ke peKOMEH10BaTh
JKEHIIMHAM Pa3IMYHbIe METO bl SMUIISIUH.

Tabauya 6. Ilpenapamet I'K, ucnonvzyemvie 6 neuenuu nekaaccuveckou BIJIKH

T'uapokopTH30H 10-30 mr Ha 2-3 mprieMa B JICHb
[penuuzonon 2,5-7,5 Mr Ha HOYb
JlekcameTa3oH (TOJBKO BHE 0,25-0,75 Mr Ha HOYb
OCpEeMEHHOCTH )

MeTtunpesa 2-6 MI Ha HOYb

Hecmotps Ha To, uto y 68% »eHumuH ¢ Heknaccuuecko BJIKH camonpounsBosnbHbIE
OepeMeHHOCTH MOTYT HACTyNHTh M ©0€3 NPUMEHEHUS TJIIOKOKOPTUKOUJIOB, CIIOHTaHHBIE
BBIKUJBIIIN HA PaHHUX CPOKaxX IMPU OTCYTCTBHM JIEYEHHS] BCTPEYAIOTCS JOCTATOYHO YaCTO.
[ToaTomy paccmarpuBath Bompoc o 'K Tepamum HeoOXoaumo, Tpekae BCEro, Ha JTare
IUTAHUPOBAHUST OEpPEeMEHHOCTH, OCOOEHHO Yy JKEHIIMH C OecIUIOgUeM WIH MPUBBIYHBIM
HEBbIHAIIMBaHUEM OepeMEeHHOCTH. JleueHne MOKET TMPOBOJUTHCS C TOMOIIBIO JTHOO0T0
[IIIOKOKOPTUKOUIHOTO TpernapaTa, 3a HCKIIOYEHHEeM JeKcameTa3oHa. J[o3bl mpemapaToB ¢
HACTYIUICHHEM OepeMeHHOCTH OOBIYHO HE MEHSIOTCS, JI€UEHUE MPOBOIUTCS A0 POIOB.
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Kakx mpaBuno, mpu Heknaccuyeckoit BJIKH otcyrcrtByer nedumur koptuzona u
COJIbTEPSIIOIINE KpPH3bI, IMOATOMY HET HeoOxoaumocTu mnoBbimaTeh 103y ['K Bo Bpems
CTPECCOPHBIX COCTOSHUM, ONEPATUBHBIX BMEIIATENBCTB UM OCTPHIX BHPYCHBIX 3a00JI€BaHUU.
HckmioueHneM SBISETCS BBbISBICHHE HEAOCTATOYHOW BBIPaOOTKM KOPTH30JIa BO BpeMs
ctuMmynupymomiero tecra (Mmenee 500 HMOJB/IT), UMEHHO IMOATOMY B Cllydae IOJITBEPIKICHUS
JarHo3a ¢ MOMOULIbI0 IMPOBEIEHUs MPOObl ¢ CHHAKTEHOM HEOOXOJMMO HCCIEAO0BATH 3TOT
MOKa3aTelb U YYUTHIBATh €r0, HApUMEp, IPH POIOPA3PELICHHUH.

Jleuenue I'D B/IKH

Pexomenoauuu:

2.9 Jleuenue I'® BJIKH npoooumcs no mem dice RPUHYUNAM, YMO U jJe4eHUue SUPUTbHOU
Gopmol, obycnosrennou depuyumom 21-eudpoxcunasvl. B mepanuu mozym npumensmocsa 'K
npenapamul Kopomko2o u onumensvhoco oeticmeus (2C).

210 Ilayuewmam c¢ I'K B/[KH 6 kauecmge OONOIHUMENbHOU mepanuu ciedyem
HA3HA4Yamv AHMUSUNEPMEH3UBHbIe Npenapamsl, NpeonoYMuUmenbHbIMU CYUMAIOMcs  Kaautl-
coepezarowue ouypemuxu u oueuoponupuournogvle ookamopul Ca-kananog (2C).

[TanenTsl ¢ kaaccuueckoil opmoii nepurura 11B-ruapokcuiaspl, Kak U MpU APYruxX
¢opmax BJIKH, nmoxkusnenHo mnomydator npemnapatbl ['K ¢ menbio KOppeKIMH CHMIITOMOB
HAAMOYEUHUKOBON HEIOCTAaTOYHOCTH, FMIEPAaHIPOreHUH U apTepHalbHOM runepreH3uu. Ecin
npenapaToM BeIOOpa y JeTeil SIBISETCS THMAPOKOPTU30H, y B3POCIBIX MOXHO HCIIOJIB30BaTh U
npenapatsl JyuTensHoro aeiictBus. HeoOxomumoctn B HazHaueHnu MK y Takux manueHTOB
HeT, Tak Kkak mnosbiueHne JIOK mpuBOIUT K  OTCYTCTBHIO MHUHEPATOKOPTUKOUIHON
HEJ0CTaTOYHOCTH.

Ecnmu ©Ha ¢one wmonorepanuu ['K He ymaercs ckopperupoBath Al, MOXKHO
JIOTIOJTHUTENIFHO ~ HUCMOJb30BaTh  AHTUTHIIEPTEH3MBHBIE  Ipemaparbl, U3  KOTOPBIX
OPEANOYTUTEIIbHBIMUA  SIBIIIIOTCA  Kanui-cOeperamomue  JUYpeTHKM B COYETaHUU €
JUTUAPOTIUPUINHOBBIME OnokaTopamu Ca-kaHanoB (Hu(enunuH) (tadi. 7)

Tabnuya 7. [Ipenapamei, ucnonvsyemvie 6 neveruu I @ B/JJKH

Kopred 20-40 mr/cyT pa3aenuth Ha 2-3 nmpuema
IIpennnzonon 5-10 mr/cyT Ha 2 puema
JlexcameTazoH 0,75-1,0 mMr/cyT Ha HOYb

Mertunpen 4-6 MT HA HOYb

Anmuecunemen3ueuvle npenapamaol

Hudenunun 30-90 mr perapanas ¢opma, 10-20 mr
2-3 paza BaeHb (HepeTapAHas ¢popma)

Bepommupon 25-200 mr B 1eHb

Amunopun 5-20 Mr B 1ieHb
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JNHAMMNYECKOE HABJIIOJAEHUE

Junamuueckoe Habarooenue 63pociblx NAUUEHM 08 ¢ KAcCU4ecKUMuU
dopmamu oepuyuma 21-2udpoxcunazot

Pexomenoauuu:

3.1 Pexomenoyemcs ne pedice 1 paza 6 200 6cem nayueHmam nposooums 00Ciedo8anue
OJ151 YMOYHEeHUsl CmeneHu Komnencayuu 3aoonesanus (1B)

3.2 C yenvio oyenku cmeneHu KOMNEHCAyuu peKkoMeHOYemcs UCNob308ams noKazamenu
170HP, mecmocmepona, anopocmenouorna, a makace APII npu conomepsowen ¢oopme BIIKH
(2B)

3.3 Ilpu ewissnenuu oexomnencayuu uiu nepedozuposeku I'K, nomumo xoppexyuu
mepanuu, HeoOX00UMO mMaxdice Nposecmu 0000C1e008anUe HA NpeoMmem OCLONHCHEHUL,
xapaxmepHuix 0151 cuneparopozeruu uau cunepxkopmuyuzma (2C)

O1LieHKa KOMIICHCAIINH

Jlist ontenku 3 PeKTUBHOCTH TIIIOKOKOpTUKOUIHOM Tepanuu BJIKH B HacTosmee Bpems
HanboJiee YacTo B MHPE HCHONB3YyIOTCS Tpu Tokazatens: 170HP, Ttectocrepon wu
aHJPOCTEHIMOH, KOTOpble HEOOXOIMMO UCCIIE0OBAaTh pPaHO YTPOM HATOINAK, 10 MpHUeMa
npenapatoB. J[omycTUMO Tak e MPOBEIEHUE aHaju3a 4epe3 2 4 Iocie IpHueMa Mpernaparos.
N3mepenne AKTI He sBiseTcs HEOOXOAUMBIM [IJISl ONPEICICHHS ITUAarHOCTHYECKOW WIH
nevyeOHoM TakThKHU y manueHToB ¢ BJIKH.

Y JKEHIIUH C COXPAaHEHHBIM MEHCTPYAJIbHBIM ITUKJIOM HCCIICIOBAHUE JKEIATeIbHO
MPOBOJNWTh B PAHHIOW (OJUIMKYISAPHYIO a3y, IpH NpHeMe KOMOMHHPOBAHHBIX OPaTbHBIX
koHTparentuBoB (KOK) — nHa 3-4 newp mukma (mo Hadana HoBoW ymakoBku KOK  mis
HCKITFOUCHHS TIEPEKPECTHOM peakiinm), Ha (hoHe aMEeHOPEeH — B JTH000i1 ICHb.

VY MyX4YMH IUHaMUYeCcKoe HAOII0CHHE OCIOKHIETCS TEM, YTO YPOBEHb TECTOCTEPOHA, B
OCHOBHOM, OTpa)kaeT T'OHA/IHYIO, a HE HA/IMOYEYHUKOBYIO MPOAYKLIHIO U [TO3TOMY HE MO3BOJISET
aJIeKBaTHO OLIEHUTh KOMIIEHCAIMIO 3a0o0sieBaHuA. MyXUYMHBI C JJIUTENbHON JeKOMIIeHCcalnen
i 00beMHBIMU O0Pa30BaHUSAMH B SMYKaX M3 OCTATOYHOW HamamodeuHukoBoi Tkanu (TART),
MOTYT HMMETh HHU3KHH YPOBEHb TECTOCTEPOHA M3-3a CHWXEHUsA (yHKIMH KieTok Jleimura.
[TosToMy rnmaBHBIMU Mapkepamu cTaHoBsTCA ypoBHU 1 7OHP u anapocrenanona.

BonbmMHCTBO CHenuanucToB B MUPE B HACTOSIIEE BpeMs MPHUAECPKUBAIOTCS IEJIEBBIX
3HaueHMH, mnpeioxkeHHbix Merke et. al B 2005 r.: 170HP - 12-36 umoub/n, ypoBHU
aHJAPOCTEHIMOHA M TECTOCTEpOHA - B TMpejesaX HOpPMBI JJs JaHHOTO Ioja M BO3pacTa.
Cuuraercsa HerenecooOpa3HbIM MoTHOE mojaBiaeHne ypoBHs 170HP, T.x. mis aToro tpedyercs
npueM cynpadu3noIOTHYECKUX 03 TIIOKOKOPTUKOMAHBIX IMPENnapaTroB, KOTOPbIE BHI3bIBAIOT
no6ounsie 3¢ dekTrl. [Io manapiM ®I'BY DOHIl onTuManbHBIMH KPUTEPUSIMH aJCKBAaTHOCTH
TIFOKOKOPTUKOUIHOW Tepanuu y MYKYUH sBIsiOTCS 3Havyenus 170HP 12-36 mmonw/n (4-12
HI/MII) TpU HOPMaJbHOM YpPOBHE aHApocTeHAHOHAa. OJHAKO Y JKEHUIMH PenpoayKTHUBHOIO
BO3pacTa HEOOXOIMMO TMOACPKUBATh OoJiee HU3KHE 1ieneBbie 3HaueHus 170HP - 6-16 amonb/n
(2-5 Hr/mMi), B cOYeTaHUM C HOPMATBHBIMU YPOBHSIMH aHIPOTCHOB U OTCYTCTBHEM KJIMHUYECKUX
MPU3HAKOB JEKOMIICHCAllMU 3a00JieBaHUsl WJIM THUNEPKOPTUIM3MA. B OTHOENbHBIX Cclydasx
(HampuMep, MpU TUIAHUPOBAHWM OEpeMEHHOCTH Wiu B ciaydae Hamumuums [TART y MyXduH)
BBIOMPAIOTCS MHAMBHUAYaJIbHBIE LI€JIeBbIE TOKA3aTENH.

[Ipu HEeoOXoIMMOCTH MPUMEHEHUS MUHEPaJIOKOPTHUKOMAOB MpHU cojibTepsrouiel Gopme
3a0o0eBaHus HEOOXOIUMO TMOAAepKuBaTh ypoBeHb APII Ha BepxHel rpaHUIle HOPMBI WU
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MOBBILICHHBIM, HO He Ooiyiee ueM B 2 pasza. CieayeT MOMHUTh, YTO C BO3PACTOM MOTPEOHOCThH B
MK cHukaercs, u J03a npenapara MOKeT KOPPEKTUPOBATHCS.

JlnHaMU4ecKO€e HAOIIOIEHE I MOHUTOPHUHT OCIOKHEHUHI

Benenne mammenToB ¢ gedunuToM  21-rHApOKCHIIa3bl  TPEOYeT HEMPEepPHIBHOTO
NOJJEpKaHUSI PAaBHOBECUS MEXAy M30BITKOM aHaporeHoB M u30bITKOM 'K, no6uthcs uero B
KJIMHUYECKOW TMpakTUKe ObIBaeT JOBOJIBHO HempocTo. [losToMy HeoOXoauM TIIAaTeIbHBIN
MOHUTOPHUHT OCJIO)KHEHWW M TOCIEACTBHUN KaK caMoro 3a0oJjieBaHUs, TaKk M ero jedeHus. Ha
pucyHke 4 mpencTaBieH CXEMAaTU4YHBIA IUIaH OOCIeNOBaHUS U AMHAMHYECKOTO HAOIIOACHUS
B3POCJBIX TAIMEeHTOB ¢ Kkiaccuyeckumu (opmamu BJIKH B 3aBucMMOCTH OT cCTeneHU
koMmrieHcanmi. Kak BHIHO u3 ykazaHHOW cxembl, psag uccienoBanuit (KT wam MPT
HAAMOYeuyHUKoB, Y3M suuexk) HEoOXOOUMO TMPOBOAUTH TOJBKO TMpPU JAEKOMIIEHCALUU
3a0o0yieBaHusl, B TO BpPEMsI KaK aKTHBHOE BBISIBJICHHE METAa0OJMYECKMX HApYIICHHH, OIeHKa
MUHEpPAJIbHOM KOCTHOM IIJIOTHOCTH, a TaKXe pENpPOAYKTUBHOW (QYHKIMH Y JKEHIIUH
HE0OXOAUMBI IpH 10001 creneHn kommneHncanuu BJIKH.

PucyHOK 4 ,ZZMHGMMUQCKOG Ha6ﬂl00€Hu€ 3a 63pocCibiMu nayueHmamu c Klaccuyeckou
BIKH

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

Kommieke wmerabomuueckux Hapymenuid npu BJIKH Becbma mmpox. ITommmo
OCHOBHBIX IOOOYHBIX SIBJICHHWH, BO3HUKAIOMMX NOpu uuTenbHoM mnpueme 'K, Takux kak
HAaKOIUICHHE  JKMPOBOM  KIJIETYAaTKH,  apTepUalbHas  TUIEPTEH3Us,  JUCIUIIHJEMHS,
MHCYJIMHOPE3UCTEHTHOCTh W HapylleHUs yrieBogHoro obmena, npu BJIKH Ha opranusm
NalMeHTa BIUSAIOT TaKXXe W JOMOJHHUTEIbHbIC (DAKTOPHI: TMIEPAHAPOTeHUs, TUIIOTOHAIN3M, a
TaK)Ke aJApPEHOMENYJUIsipHas HexocTaToyHocTh (puc. 5). Iloaromy B paMkax eXerogHoro
oOcnenoBanus BceM nanueHnTaM ¢ BJIKH, a ocobeHHO B ciaydasx IIMTEIbHON Meperno3upoBKU
I'K, HeoOxonnMo uccaenoBaTh JIMMUAHBIA CIEKTpP, BBISBIATH HAPYLICHHUS YTIICBOJHOTO OOMEHa,
KOHTpOJUpoBaTh AJl M MPOBOJAUTH Pa3bICHUTEIBHYIO OECEy 110 KOHTPOJIIO MAcCHI TeJa.
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Pucynox 5. Ilamocenes memaboruueckux HapyuleHuii npu KIACCUYECKUX gopmax
Ooepuyuma 2 1-euopoxcunaszol.

HEOOCTATOYHOCTE

AnpeHoMenyNNApHaA ‘

Tunoronagusm ‘ TunepropTHIHIM Tunepaugporenna

CIIKA

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

HHCYNHHOPEIHCTEHTHOCTE

K|
DupotennansHas
TunepnunugemMua ‘ ‘ HIHHTL/CH 2 tuna nuchyHKUHA

Bonpoc wyacTtoTel mnpoBeneHUs peHTreHoaeHcutomerpuu nanuentam ¢ BJIKH mo-
IPEKHEMY OCTAaeTCAd OTKPBITBIM. B MHUpE HMeeTcs MHOXKECTBO HCCIENOBAHUM, KOTOpPBIE
MOKA3aJIM AUAMETPAIBHO IPOTUBOIIOJIOKHBIE PE3YNbTaThl, IIOXTOMY CIHELHAIUCTBI IO BCEMY
MHUpY HE IPUILTH K €AMHOMY MHEHUIO: HYXHO JIU MOHUTOPUPOBATh a0COIIOTHO BCEX MALMEHTOB
¢ BJIKH c¢ yuerom npuema 'K kak He3zaBucumoro akropa pucka ocreornoposa. [1lo gaHHbIM
OI'bBY DOHII Obuio MOKa3aHO, YTO Pa3BUTHE OCTEONEHWYECKOTO CHHIPOMA HE 3aBHCENO OT
CTETIEHM KOMIeHcauuu 3aloneBaHuss W 103 mnpuHMMaembix ['K mpemaparoB, mosTomMy
PEHTI€HOIEHCUTOMETPHIO JKENATENIbHO NMpoBoaAuTh BceM nanuenTam ¢ BJIKH BHe 3aBucumMoctu
OT CTENEHU KOMIICHCAIMH IMPH MEPBHYHOM OOpAIlEHHM, €CIIM paHee OHa HE MPOBOJWIIACH, a
Jlajiee  pemarb BOIPOC O YacTOTE MOHHUTOPUHIA KOCTHOM IUIOTHOCTH B 3aBUCHUMOCTH OT
IIOJIyYEHHBIX pe3yiabTaToB (He pexxe 1 pasa B 5-7 net npu orcyrcrBuu cHuxeHust MIIK u vae
IIPY BBISIBJIEHUHU OCTEONIEHUYECKOTO CUHIPOMA).

VY B3pocnsix naruentoB ¢ BJIKH no ganasim KT goctaroyHo 4acTo BBISBISIOTCS OAHO-
WIA JIBYyCTOPOHHHUE J0OpOKaueCTBEHHbIE 00pa3oBaHUs HAANOYEYHHUKOB. lleneHampaBieHHBIN
CKPUHUHT TOJ0OHBIX O00pa3oBaHUM OOBIYHO TpeOyeTcs TOJBKO MPHU HAIWYMM JTUTETBHOU
JICKOMITCHCAIlUU, TaK KaK OHM MOTYT JOCTUraTh 3HAUMTENbHBIX pa3MmepoB. [Ipu HazHaueHUH
anekBaTHBIX 103 ['K oTmeuaeTcs yMeHbIIEHHE pa3MEpOB OIMyXOJel, XUPYPrHUecKoe JCUCHHE
00BIYHO HE mpoBoAMTCA. [IpH yHOBIETBOPUTENHHONW KOMIIEHCAIIMM B MPOBEACHUU CKPUHUHTA
HET HEOOXOIUMOCTH, TaK Kak 0Opa3oBaHMA HEOOJBIINX PAa3MEPOB HE HUMEIOT KIMHHYECKOTO
3HAYCHHUS.

OOpazoBanus sSUYEK U3 OCTaTOYHOM HanmodeyHnkoBoil TkaHu (TART) Bcrpeuarores y
HeOoubioro npouenta MyxunH ¢ BIKH B P® B ornuune oT apyrux MOMyJsIui, 0JHAKO pU
JUINTENIbHOW JIeKOMICHCAlMU 3a00JieBaHMS OHM MOTYT JIOCTUTaTh OOJIBIIMX pa3MepoB,
C/IaBIMBAaTh TKaHb SUYEK M MPUBOAMUTH K THIOTOHAIuM3My M Oecruioauio. B kimmHHueckon
NpaKTUKEe BO3MOXKHA OIIMOOYHAs TIOCTAHOBKA JMarHo3a paka SUYeK U IPOBEICHHE
HEOOOCHOBAaHHBIX OINEpalUil y TakuX nanueHToB. BeisiBmsaiores TART nubo manbnaTopHO mpu
ocMotpe, 60 Ha Y3U. OueHka penpoayKTUBHON (DYHKIIMM Y MYXYUH HEOOXOIMMa B CIIydasix
oOpaiteHus 1o MoBoay Oecruioaust TMO0 mpH JIUTenbHOM nexomnercanuu BJIKH.

VY sxenmuH ¢ BJIKH npu mo0oif cremeHM KoOMIEHCAllMM HAOMIOAAI0TCS HapyLICHUs
MEHCTPYaJIbHOTO UKJIa -y 64-68% >xeHIuH npu conbrepsomeit u 'y 55-75% - npu BUpHIbHON
¢dopme. Hepenko nmpu obcnenoBaHUM TaKUX KEHIIHMH BBISBISIOTCS YJIbTPa3BYKOBBIE NMPH3HAKU
NOJUKUCTO3HBIX simuHuKoB. [Ipm BJIKH B matorenese ¢GopMupoBaHMS MOJUKHUCTO3HBIX
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SUYHUKOB YyYacTBYIOT HHCYJIMHOPE3UCTEHTHOCTh, OXKUPEHHE, a TaKKe BBICOKas CeKpeuus
aHAporeHoB. B psjge ciyudaeB ymaercs JAOCTUTHYTh HOPMaiM3alldd LHKJIA C OMOUIBIO
unteHcupukauuu ['K tepanuu, ogHako npu ee HeI)(HEKTUBHOCTH WM MOSBICHUU MPU3HAKOB
SATPOTEHHOTO TUTIEPKOPTHUIIM3MA K Tepanuu pekoMeHayeTcs 100aButh KOK.

Ocoboe BHUMaHHE [OJDKHO OBITh yelIeHO (DEMUHUBHPYIONIEH TUIACTUKE HAPYKHBIX
reautanii y xeHmuH ¢ BJAKH, cBoeBpeMEHHOCTH €€ MPOBEICHHUS, OLIEHKE COCTOSATEIbHOCTH
OIEPAaTHBHOTO BMEIIATEILCTBA U OTCYTCTBHS Pa3BHTHS MOCTONCPAIMOHHBIX OCIOKHEHUH (
pyOILbl, CTPUKTYPHl U T.JA.) Bupuinzauus reHutanuii HaO/I01aeTcsl y NAlUEHTOK C POXKICHHUS.
[Tpu BbICOKOI cTenmeHW BUPUIM3ALUU (HEMUHU3HPYIOIAs IUIACTUKA MPOBOJUTCS B JBa JTara:
NEepBBIA 3Tall, BKIIOYAIOMUNA KIUTOPOIUIACTUKY M PACCEYEHHE YPOTCHUTAIBLHOTO CHHYCa
MIPOBOAMTCS B TIEPBbIE TOABI KU3HU peOeHKa, BTOPOM ATal — HHTPOUTOIIACTUKA PEKOMEHIyeTCs
IPOBOAMUTH TIIOCJIE€ HACTYIUICHHS] MEHAapXe U JOCTHXKEHHS JIOCTAaTOYHOM OSCTPOreHU3aluu
reautanii. K coxkaneHuto, B NPaKkTHKE YacTO BCTPEYAIOTCS ClydaW, KOrJa BTOPOM 3Tan
IUTACTUKM HE MPOBOAMUTCS BIUIOTH [0 B3pOCIOr0 Bo3pacTta. TakuX >KEHIIMH HEoO0XOAMMO
HANpPaBIATh B (eiepalibHbIe CIENHATU3UPOBAHHBIE IEHTPbl THHEKOJIOTHYECKOro Mpoduiis, e
UMEETCsl OMNBIT TaKuUX OIepaluii, a TakkKe CclelualIu3upoBaHHas KOMaHJa XHPYpIoB,
AQHECTE3UOJIOTOB U HJOKPUHOJIOIOB.

Habnwoenue 3a 6epemennvimu ¢ Kraccuveckumu popmamu oepuyuma 21-czudpoxcunazot
Pexomenoauuu:

3.4 Pexomenoyemcs npu HacmynieHuu dbepemennocmu npoooaxcumos mepanuio I'K u MK
6 mex dce 003ax, umo npumeHsuco 0o oepemennocmu (1C). Veenuuenue oosvr I'K nokazano
MONILKO NPU paA38UMuULU NPU3HAKO8 HAONOYEUHUKOBOU He00CMamoyHoCmu

3.5 Ilpu 6epemennocmu ue pexomenoyemcs npumenenue I'K npenapamos, xomopwvie
npoxoosam yepes niayenmy, makux kax oexcamemasor (1C)

K coxanenuto, yactora 6epemeHHOCTEH U posoB HU3Ka y keHmuH ¢ BJIKH, oco6enno
npu conpTepstonie (¢opme, HECMOTpsT Ha MPOBOJMMOE JI€UEHHE, HaIpaBIEHHOE Ha
BOCCTaHOBJeHHE (epTuinbHOCTH. OCHOBHYIO pOJb TIpPHU O3TOM HMMEIOT IICHUXOCOLHAIbHBIE
dakTopsbl, mIoxas KOMIIEHcaIUs 3a00JeBaHus, a TAK)Ke MOCIEACTBHS HEaJeKBATHO MPOBEACHHOMN
miactukun HIIO. B psge cnyuaeB nmaxe npu anekBatHod Tepanuu BJIKH nHeoOxommmo
UCIIOJIb30BaHWE  BCIOMOTATEIbHBIX  PEMPOAYKTHBHBIX  TEXHOJNOTHUH NS  JTOCTHXKEHUS
OEpEeMEHHOCTH.

OcHOBHas CJIOXKHOCTh BeJCHUSI OEpeMEHHBIX ¢ Kiaccuueckumu ¢opmamu BJIKH
3aKJIIOYaeTcsi B TOM, 4YTO BO BpeMs OEpeMEHHOCTH YPOBHH aHIPOT€HOB IOCTEHIEHHO
noBeIIaoTcsl Benenctsue yBenudeHus ypoBHS CCCIT m KOpTH30J1-CBA3BIBAIOIETO TI00YIIMHA,
MO3TOMY HE CYILIECTBYET KPUTEPUEB OLIEHKH a/IeKBaTHOCTH Tepanuu. Py aBTOpoB mpeaiaraer
ucrnonb3oBath nokazatenu 170HP, Tectocrepona u aHapocTeHIMOHA ¢ YacToTol 1 pa3 B 6-8
HeleNb U OLEHUBAaTh HE HX aOCOJIOTHbIE 3HAYEHMs, a JAMHAMUKY H3MeHeHus. J[[pyrue
npeniaraloT OpUEHTHUPOBATHCS TOJIBKO HAa KIWHUYECKH TMPU3HAKU: TPU3HAKU YTPO3bI
HEBBIHAIIMBAHUS, TUIIO- UM TUIIEPKOPTULIN3MA WIN u3MeHeHus AJl.

OOBIYHO MAalMEeHTKH TMOJNIy4aloT Te K€ JO03bl T[JIIOKOKOPTHKOMJIOB, 4YTO H 1O
OepeMEeHHOCTH, 1032 MUHEPAJOKOPTUKOUAOB HHOI/Aa TpeOyeT yBeIMYeHUS BO 2 TpPUMECTpe
OepeMEHHOCTH TMpPH Pa3BUTHH OPTOCTAaTHUECKOM TumoTeH3uu. M3 Bcex mpemnaparoB
[IIIOKOKOPTUKOUIOB HE JIOJKEH MPUMEHSITHCSI BO BpeMs OEpEeMEHHOCTH JIeKCAMETa30H, KOTOPBIN
HE WHaKTUBHpYyeTCs (epMeHTOM IUIaleHThl 3B-TUAPOKCUCTEPOUAIETHAPOTEeHa30il U B
HEU3MEHHOM BHJI€ MPOXOAUT B KpOBb IUI0Aa. OCTalibHbIE TIIIOKOKOPTUKOUABI TOMYCTHUMBI K
HCIOJIb30BAHUIO.

21



Kenmunusl ¢ BJIKH nHaxonsrcs B rpymme pucka 1mo pa3BUTHIO TeCTaIlMOHHOTO auadera,
M03TOMY BO BpeMsi 6€peMEHHOCTH HEOOXOAMMO MPOBOIUTH TUIATENBHBIM KOHTPOJIb TJIMKEMUU U
Ipy HOPMaJbHBIX MOKa3aTensix (TJIMKeMHs BEHO3HOM Ia3Mbl MeHee 5,1 MMonb/i) - TecT
TOJIEPAHTHOCTH K TJIFOKO3€ Ha cpoke 24-28 Henenb.

Bo Bpems pomoB pekOMeHIyeTCss BBOIUTH THIPOKOPTHU30H (TMIPOKOPTHU30H CYKIIMHAT
Hatpus (cony-kopted)) mapeHtepanbHo 50 M BHYTPUMBIIICYHO WM BHYTPHUBEHHO, Jajiee MpH
HEOOXOIMMOCTH, BBeIeHHUE mMoBTOpsieTcs 1mo S50 mr kaxasie 4-6 4YacoB, € MOCIEAYIOIUM
BO3BpalllCHUEM Ha TNEPOPAJbHBIM MpHEM IpenapaTtoB B TeueHWe 1-2 cyrok. Eciu xeHimHe
npoBoauiack miactuka HITO, pekomeHnnyeTcss poaopa3penieHue myTeM KecapeBa CEeYeHUs ISt
YMEHbIIIEHUS TPaBMaTU3alUU B POJax.

Jlunamuueckoe HaoarooeHue 63pociblx NAUUEHN 08 C HEK1ACCUYEeCKUMU
dopmamu oepuyuma 21-2udpoxcunazot

B ornuume ot kimaccuueckux dopm aeduimrta 2 1-ruapoKCcHIa3bl, MpU HEKIACCUISCKOM
dopMe He cyliecTBYeT OOIICTIPUHATHIX PEKOMEHJAIMl MO AMHAMUYECKOMY HaOIIOJCHUIO U
OLICHKE CTETIeHU KOMIIEHCAIH 3a00IeBaHMsL.

Bue muanupoBaHus OEpeMEHHOCTH U TPU YMEPEHHOM TUIlepaHApOTreHUH, KOrjua B
KayecTBe OCHOBHOro Meroaa JieueHus BoiOMpaercs KOK w/mnm anTmanaporeHHas Tepanus,
TaKkHMe MalUueHTKH OObIYHO HE HAOII0Ial0TCA SHAOKPUHOJIOTaMH, a JajibHelilee HaOIoqeHe 1
KOPPEKILHIO Tepanuy MpoBOIUT THHEKOJIOT.

VY GOJIBHBIX C TSKEJIOW TUIepaHApOreHUueN U BEIOOpE B MOb3y auTenabHoi ['K Tepamiun
HaOMIOZIcHUE JOJKHO TPOBOAUTHCSA aHajmornyHo kiaccudeckuMm (opmam BJIKH. Orenka
KOMITCHCAIIMK 3a00JI€BaHUS TPOBOJIUTCA KIWHWYECKH (IICJIEBhIC 3HAYEHHUs JIa0OPAaTOPHBIX
nokasateneit, Takux kak 170HP, TectocTepoH u aHAPOCTEHAMOH, 10 CUX TIOpP HE pa3paboTaHBbI).
[Ipy moOsBIICHMH TIPU3HAKOB STPOTCHHOTO THIEPKOPTHUIIM3MA HEOOXOJUMO TPOBEICHUE
JI000CIIeTI0BAHMS JIJIS BBISBIICHUSI METa00OIMYEeCKUX HapyleHui u cHmkeHuss MITK.

[Ipu mnanupoBanuu O6epemenHoctd u nepeBozae mamueHTkn ¢ KOK na 'K ocHOBHBIM
KpUTEpUEM KOMIIEHCAIIMH SBJISETCS BOCCTAHOBJICHHWE CIOHTAHHOM OBYJISIMM U HACTYIUICHHE
oepemennoctu. [locne ee Hactymienuss go3a 'K oObIMHO HE KOPPEKTHUPYETCS, HUKAKWE
nabopaTopHbIE TTOKa3aTEIM HE UCCIENYIOTCsA. Tak ke, Kak u npu kiaccuueckux gopmax BJIKH,
He)KeJlaTeJIeH K MPUMEHEHHIO IeKCaMeTa30H, TaK Kak OH CBOOO/IHO MPOHUKAET Yyepe3 IUIALEeHTY B
KpoBb IuI0fa. HeoOXoAuMMO MOMHHUTH O TOBBIIIEHHOM pPHCKE pPa3BUTHS y OEpPEMEHHBIX C
HEKJIaCCHYECKHUMH (OpMaMH TE€CTAllMOHHOTO CaxapHOro nuadera W MPOBOJIUTH 0OCIIeIOBaHUE
COTJIACHO MPUHSATHIM B PD pexoMeHaanusam.

Ponopaspemienne mpoBoauTCs MO OOMIMM aKyImIEPCKUM IOKa3aHUsSM. B 1eHb pojoB
JKEHIITUHAM, Y KOTOpPBIX B pe3yJbTaTe TeCTa C CHHAKTCHOM BBISBISIIOCH HEaJIeKBaTHOE
noBelieHre KopTtu3ona (meHee 500 HMOIB/IT), HEOOXOAMMO BBEICHHWE THIAPOKOPTHU30HA
napeHTepaibHo. [Tocie pooB B IIIaHOBOM MOPSJIKE SHAOKPHHOJIOTOM MPUHUMAETCS PEIICHUE O
HEOOXOAMMOCTH HAILHEHUINIET0 JedeHus mNanueHTKu ¢ noMouipro I'K wim Bo3MoXKHOCTH
IMOCTEIICHHOM €TI0 OTMEHEI.

Junamuueckoe nadarwoenue 63pocavix nauuenmos ¢ oeguyumom 11p-
2UOPOKCUIA3bl
Tak ke, kak u mpu Kiaccuueckux Gopmax naepunmra 21-ruapoKcuiia3bl, HaOMIOACHUE
nanueHToB ¢ aehunutoM 11B-ruapokcunasel HampaBieHO Ha moAdop azekBaTHoOM m03bI 'K,

OIICHKY KOMIIEHCAllMM W BBIBJICHUE MOXKM3HEHHOW 3amectutTenbHOM 'K Tepanmuu. Opnako B
cB3u Cc peakod BcTpeuaemMocThio ' BJIKH nuHamudeckoe HaOmOfeHUE | OIICHKA
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KOMIIEHCAIIMK TMPEACTaBIsET CIOXKHYIO0 3a1ady. /leno B TOM, 4TO COTJIACHO MEXIYHapOAHBIM
pEKOMEHALUAM, KOHTPOJIb HEOOXOJUMO MPOBOJIUTH MO YPOBHIO 11-1€30KCHKOPTH30I1a, B TO
BpeMs KaK 3TOT MapKep HE HCCIENyeTcs B PYTUHHOM MpaKkTHKe Ha MEPBUYHOM aMOYIaTOPHOM
3BeHe. [loaToMy npu HEOOXOAUMOCTH KOPPEKIMH TepAalluu U YTOYHEHHSI CTETIEHU KOMIIEHCAllUn
pEKOMEHIyeTCs HalpaBisATh TAKUX MALUEHTOB B (eiepalibHbIe LIEHTPbI YHIOKPHUHOIOTUYECKOTO
npodus, riae BO3MOXKHO MTPOBEIECHUE 3TOTO aHATU3A.

B pyrunnoii mpaktuke cyauth o komneHcaruu ['® BJIKH MOXHO 1O KOCBEHHBIM
nanHbiM. [lpm HazHaueHum HegoctaTouHo 10361 'K oTMeuaercss TOBBIIEHHE YPOBHS
aHJAPOCTEHIMOHA U TeCcTOocTepoHa (y MYXYMH OILIEHKa MPOBOAUTCS TOJBKO IO YpPOBHIO
aHJPOCTEHIMOHA), CHUXkaeTcs ypoBeHb APII, xamus. B kiIMHMYECKOW KapTHHE OTMEUYaeTcs
noBbilieHre AJl, pa3BUTHE MaKpOCOCYIUCTBIX OCIIOKHEHUW, a Takke MPOSBISAIOTCS MPU3HAKU
TUIEPaHAPOTeHUN U TUIIOKOPTULIU3MA.

[Ipusnakamu u30bITOUHONW Tepanuu ['K  SBISIOTCS  KJIacCMYECKHME  TPHU3HAKH
TUTICPKOPTHUIIM3MA: YyBEIWYEHUE Beca, a0JOMUHAIBHBIA THI OXXHPCHHs, TOSBICHUE CTPHH,
CKJIMMAKTEPUIECKOTO TopOmKa». JlabopaTOpHO YpOBHH TECTOCTEpOHA M aHAPOCTCHIAMOHA
CHWDKEHBI, OTMEUAIOTCS TPU3HAKA JTUCIUNUIEMUN, HapyIIeHUs yrieBogHoro obmena. Ilo
JIaHHBIM JeHcuTOMeTpur BhIsiBiieTCs cHKeHUs: MIIK. IloBeimenuss A/l npu 3TOM MOXKET U HE
ObITh, OJHAKO y psga OodbHBIX Al MOXET COXpaHATBCS B paMKax STPOTEHHOTO
TUTIEPKOPTHIIU3MA.

[MTatmenram ¢ I'd® BJKH, kak MUHUMYM, €XETrOJHO HEOOXOAMMO TPOBOAHUTH
oOcreioBaHUE Y KapauoJjora, 1mo nokazanusMm npoBoauTh DKI', sxokapauorpaduio, CyrouHoe
MoHutopupoBanne AJl u OKI' 118 CBOEBpEMEHHOW JAMArHOCTUKM W KOPPEKLIHH
MaKpOCOCYAUCTHIX OcoxHEeHH Al

JOINOJIHUTEJIBHBIE U OKCIIEPUMEHTAJIBHBIE METO/IbI B
JIEHEHHMH BJIKH

Jleycmoponnasn aopenanixmomus.
Pexomenoayusn:

4.1 B peokux cayuasx y RAYUEHMO8 C HEKOHMPOIUPYEMOU 2SUNEPAHOPOLeHUe Npu
VC08UU OOCMAMOYHOU NPUBEPHCEHHOCTIU K NEUCHUI0 MOdCem Oblmb NPo8e0eHd 08YCHOPOHHS.
aopenanskmomust (2D)

HeGonpmioii mpoleHT ManueHTOB ¢ TshKenon cosbrepsromet ¢opmoit BJAKH ¢
MPAKTUYECKH TTOJTHBIM OTCYTCTBUEM aKTUBHOCTH 2 1 -THAPOKCHUIIa3bl HE moanaroTes Jieuennto ['K:
ke TMPU HCIIONb30BAaHUM BBICOKHMX 103 IMpernapaToB HE CHM)KAETCs BbIPAOOTKA aHAPOTEHOB U
ocTaloTcs MpHU3Haku BuUpmwin3anuu. OCOOEHHO 3TO aKTyaJlbHO MpU pELIEHHUH BOIpoca O
BOCCTAHOBJEHMSI (epTUIbHOCTH. B  Takux ciydasx psaoM aBTOPOB  Ipeasiaraercs
anpTepHatuBHBIA MeToA Jedenus BJIKH - nBycroponHsis anpenamskromus. OgHaKO 3TOT METOJ
JieYeHUsl BBI3bIBAET MHOro BompocoB. C OJHON CTOPOHBI, €€ TMPOBEIECHUE YMEHBIIAET
BUPWJIM3ALMIO M TO3BOJISIET TpuUMEHATh MeHbline n03el K. C  apyroit — wumerorcs
MHTpPAaoONEepallMOHHbIE PUCKH, PUCK aIpEHAJIOBBIX KPU30B MOCTOnepannoHHo. [IpoTrBonokasano
OPOBOAMUTH  JIBYCTOPOHHIOIO  aJIpEHAIPKTOMHIO HEKOMIUIAGHTHBIM  MalueHTaMm, T.K. B
MOCJICONEPAMOHHOM NIEPUOIE HEPETYIAPHBIA TPUEM MpernapaToB 3aMeCcTUTENbHON Tepanuu ['K
MOJKET OKa3aThCs (aTanbHbIM. FIMEHHO MO3TOMY pelIeHHe O MPOBEACHUU CTOJIb PAAUKAIBHOTO
JICYCHUS HE JIOJDKHO TIPOBOAUTHCA PYTHMHHO B oOmeld amOymatopHoil mnpaktuke. [lpu
BO3HUKHOBEHUHU MOJOOHBIX CUTYallMil, KOT/la MallueHThl HE JOCTUTAIOT KOMIIEHCAIIUU JaXke Mpu
npuMeHeHuu cynpadusuonorndyeckux 103 ['K u pa3BUTHH STPOT€HHOTO TMIIEPKOPTULIM3MA, OHU
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JOJKHBI OBITh HampaBieHbl B (efepaibHbId LEHTP IHAOKPUHOJIOTHYECKOro Mpoduis as
pelieHus Bonpoca 00 ONTUMaIbHOM METO/IE JICUEHHUS.

Ilpenamanvnan mepanusn
Pexomenoayusn:

4.2 [lpenamanvuas mepanusi OO0NN*CHA PACCMAMPUBAMBCA KAK IKCHEPUMEHMANbHAL
Memoouxa, npoeooOUMAsi UCKIIOYUMETbHO 6 CHeyualusUpo8aHHbIX YEHMPAax, UMeouux
coomeemcmeyowull npomoxo.a ucciedosanus u komumem no smuxe (2C)

[IpenaranpHas Tepamus — 3TO JIEYECHHE JEKCAMETa30HOM OEpeMEHHBIX J>KEHIIHUH, Yy
KOTOPBIX MO pe3yJibTaTaM '€HEeTUYECKOr0 KOHCYJIbTUPOBAHUS NMEETCS] BBICOKUN PUCK POKIECHUS
pebenka ¢ kiaccudeckoil Qopmoit nedurura 21-ruapokcunasbl (HampuMmep, B ClIydae yxe
nmerommxcs nereir ¢ BIKH B ceMbe W moATBEp)KIEHHBIM HOCUTEIBLCTBOM MYTallMH Y 00OMX
ponuTenei, Korna puck poXKIACHHs IMocienyronero 6onpHoro pedenka cocrapiseT 25%). Tak
Kak JIeKcaMeTa3oH — eauHCcTBeHHbIM ['K mpemapar, npoHUKaoOmuMi Yepe3 IUIAEHTy |
CIIOCOOHBIN MOJAABUTH MPOAYKILUIO aHIPOTCHOB HA/ITOYEYHUKAMU IJ10/1a, IIPU €r0 Ha3HAUYEHUU C
CaMbIX paHHUX CPOKOB TeCTal[Md CYIIECTBYET BO3MOXHOCTb CHHM3UThH CTENEHb BUPUIU3ALUU
HIIO y HoBopoxaeHHbix aeBodek ¢ BJIKH.

OcHoBHas mpoOyieMa 3aKJIIOYaeTcsl B TOM, YTO IS AOCTIDKEeHUs 3P ¢deKkTa HauMHATh
Tepanuio HEoOXOJAMMO KaK MOYKHO paHbIlle — HE IMO3/JHee 6 Heaenu recraiuu. B To ke BpeMs
MPOBEJICHUE TPEHATATbHOW JMAarHOCTUKHM JJisi yrouHeHus mnona u Hamumuuga BJAKH y mmopa
BO3MOXKHO ToJIbk0 Ha 9-10 nHemenme OepemenHoctu. [lodaTOMy JedeHHE BBICOKMMH J03aMU
JeKcaMeTa30Ha Ha JdTamax 3aKjIaJKd OpPraHoB HampacHo OymayT moiy4dath 7 u3 8 neredd. B
HACTOsIIIIee BpEeMsi Ha KOMMEPUYECKOM OCHOBE JIOCTYIIEH METOJl ONpEAeNieHus B KpPOBHU
OCpEeMEHHOM KEHIMHBI Y-XpOMOCOMBI IUIOAQ C PaHHUX CPOKOB TeCTalluM, HO TIOKa 3Ta
METO/IMKa HE BBEJICHA B IOBCEMECTHYIO MPAKTHKY.

Bnusinue nexcamerasoHa Ha BHYTPUYTpPOOHOE W JalibHEHIee pa3BUTHE peOeHKa A0 CUX
mop J0 KOHIIAa HE W3y4yeHO, HO TpenanosiararTcs ero HeratuBHbie 3¢dektsr Ha [[HC,
pacnpeneleHre JKUpoBOM KJIeTYaTK, (YHKIMIO HAJIMOYEYHUKOB U TMOJKEIYI0YHOMN Keye3bl B
pamkax QetanpHOro nporpammupoBanus. Kpome Toro, oueBugHbBI HeraTuBHble 3(G(EKTH Ha
OpraHM3M MaTepu MO TUIY ATPOrE€HHOTI0 THIIEPKOPTULIU3MA.

HeoOxonumo otmeTuTs, uTo B Poccuu cyiiecTByer MHEHHE, UTO IEKCAMETa30H CIIOCOOEH
npenoTBpatuth Bupuiauzanuio HIIO y neBouek B pe3yiabTare JEUCTBUS MAaTEPUHCKUX
aHJPOTEHOB, IO3TOMY HEPEIKO JeKCaMeTa30H Ha3HayaeTcss OEepeMEHHBIM IKEHIIMHAM C
Heknaccuueckot BJIKH. Opnako naHHbIE HMCCIEAOBaHUM HE MOATBEPKIAIOT BO3MOKHOCTH
MPOXOXKACHHUSI MATEPUHCKUX aHAPOTEHOB Yepe3 IUIALlCHTY U MX HEraTUBHOE BIUSHUE HA ILUIOM.
[ToaToMy pekcameTa3oH JOMYCTHMM K NPUMEHEHHUIO y OepeMEeHHBIX >KCHIIUH JIMIIb IS TeX
PeIKHX CITydaeB, KOTJa MOI03peBaeTCs HAMMIne TshKeNbiX Kinaccuiaeckux ¢hopm BJIKH y camoro
pebenka.

ViMeHHO MO3TOMY B HACTOSIIEE BpeMs HE PEKOMEHIYETCS MPOBOJUTH MPEHATATHHYIO
TEpanuio JIeKCaMeTa30HOM B PYTMHHOW TIPaKTHKE, a JeKCaMeTa30H OTHOCUTCA K
HEeXeNnaTelIbHBIM TIpenaparam s jgedenust 1oooi dopmer BJIKH Bo Bpemst 6epemeHHOCTH.
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