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BCTVYII

AJpEeHO-TEeHITAIbHUN  CUHAPOM (YpoIkeHa JOUCHYHKIIS KOpHU
HAJHUPKOBUX 3aJ103, YPOIKEHA TinepIuiasisi KOpU HAJIHUPKOBUX 3aJ103) —
rpyna 3axBOpPIOBaHb 3 ayTOCOMHO-PEIECMBHUM THUIIOM YCHAJKyBaHHS, B
OCHOB1 SIKMX JEXKHUTh JE(EKT OAHOro 3 (epMeHTIB ad0 TPaHCIOPTHUX
OUJIKIB, siIKi O€pyTh y4acTh B OIOCHHTE31 KOPTH30Jy B KOP1 HaJHHUPKOBUX
3aJ103. 3HWKEHHSI O10CMHTE3y KOPTH30JIy, BIAMOBIAHO 10 KJIACUYHOTO
OPUHIMUITY 3BOPOTHOTO 3B’S3KY, NPHU3BOJAWTH 10 MIJABUIIECHHS CEKpeEIlil
AKTT 1, K HaAcnmigoOK, pO3BUTKY Tilepruia3li KOpU HAJHUPKOBUX 3aJ103
(H3) 1 Hakonu4eHHs METaOOITIB, IO NEPEAYIOTh AEPEKTHOMY €Tamy
crepoigoreredy. Haitnommupenimow d¢opmoro AI'C  (90-95 %) €
21-riapokcuia3Ha HEAOCTaTHICTh. HeaocTaTHsS aKTUBHICTh KOXHOTO 13
(depMmeHTIB cTepoigoreHe’y B kKopli H3 mpus3BoauTh 10 YHIKaJIBHOTO
KOMIUIEKCY TOPMOHAQJIIBHUX TMOPYII€Hb, 110 OOYMOBIIIOE 3HAYHY
PI3HOMAHITHICTh KJIIHIYHUX NPOSABIB 3aXBOPIOBAHHS. 3a MIKHAPOIHOIO
kinacudikaiiero xBopod pgecstoro nepersagy (MKX-10) ypomxena
nuchyHkiga kopu HagHupkoBux 3an03 (YKH3) mae xox E.25.

YAKH3 € naituacrimoro nartosorietro kopu H3 B autsdomy Birl.
OnHak, B ChOTOJICHHI 4YacCTilll€ JI1arHOCTYIOThCA 1 T3HI (HEKJIACUYHI)
dbopMHU y NUIITKIB 1 Y JOPOCIHX. 3a TJAHUMU HEOHATaJbHOTO CKPUHIHTY,
YAKH3 Baacminok paedekty 21-rigpokcuina3u y CBITI CTaHOBUTH |
Bunagok Ha 14500 >XUBOHAPO/KEHUX HEMOBIAT. YacTtoTa KIIHIYHO
BUpaxkeHUX (opMm cepen ocid €BpomneoinHoi pacu crtaHoBUTH 1:11900
YOJIOBIK, a yacTtora rerepo3uroT — 1:55. Ii3H1 popmu YIKH3 (BHAcTi 0K
nedexty 21-rigpokcuiiazu) 3ycTpidarOThCAd dacTillle 1 B 3arajibHId
nonyJisiii gocsraroTsk npudauzHo 0,1-0,2 %. YacToTa BUHUKHEHHS 1HITUX
dopm YIKH3 3HauHO HMk4a (mpubau3Ho, B 10 pa3iB) 1 3ycTpiyaeThesa y 1
3 100000 nHOBOHapomxeHux. B Vkpaini cTaTUCTMYHI JaHiI BiJTHOCHO
po3noscropxeHocti Y/IKH3, Bkitouatoun mi3Hi popmu, BIICYTHI, ajie 3a
HalllUMU CHOCTEPEKEHHSIMHU YacTOTa KIIIHIYHO BUPAKEHUX KIACUUYHUX
dbopm moxke pocsiratu 1:10000 HaceneHHs, K 1 B 1HIIUX €BPONEHCHKUX
KpaiHax.

3BaXkarouM Ha KIIIHIYHI OCOOJMBOCTI 1 TSKKI YCKJIAJIHEHHSI XBOPOOH,
Takl, K TMOPYIIEHHS (PI3UYHOrO 1 CTAaTeBOro PO3BUTKY, O€3IUIAAs Ta,
0COOJIMBO, TOCTPY HEAOCTATHICTh HAJAHUPKOBUX 3aJI03, SKa 4YacTo
OPU3BOJIUTH IO CMEPTI XBOPOTO, MEPEBAKHO AITEH 1 BariTHUX, 3p03yMLIO,
110 TIIBKY paHHS MPaBUJIbHA I1arHOCTUKA 1 aJIeKBATHE JIIKYBAHHS TJIIOKO- 1



MIHEPAJIOKOPTUKOIJAMA  J1a€  MOJKJIMBICTh  TOINEPEIUTH  PO3BUTOK
ycknagHenb YJIKH3, nepmr 3a Bce roctpoi HemoctatHocTi kopu H3, Ta
MOKPAIIUTH SIKICTb KUTTS XBOPUX 1 JIIKBIAYBATH 3arpo3y ix cmepti. [1i3Hs
J1arHOCTUKA, HECBOEYACHA 1 HEKOPEKTHA Tepallisi IPU3BOAATh A0 TSHKKHUX
HACJIJKIB: 3aru0eni TUTUHM B1J] CUIbYTPaTHUX KPHU31B, TOMUJIOK Y BUOOPi
CTaTEBOI HAJIEKHOCTI MPU BUPAXKEHIN BIpUIII3allll 30BHIMIHIX MEHITAIN y
JTIBYMHKH, TOPYIIEHb POCTY 1 CTATEBOTO PO3BUTKY, O€3ILII IS

YHUKHYTH  JIIaTHOCTUYHUX  TMOMWJIOK  JO3BOJSIE  MPOBEICHHS
HEOHATaJIbHOTO CKPHUHIHTY Ha BUSBICHHS Aediuuty 21-rigpokcunasu. B
OCHOB1 CKPUHIHTY JICKUTh BU3HAYEHHA PiBHS 170~T1IpOKCUNIPOreCTEPOHY
(170—OH-II) B cyxux misiMax KpoBl Ha (uIbTpyBajgbHOMY namepi. Lleit
meton OyB 3amponoHoBaHuil Pang 3 cmiBaBT. B 1977 poui. o 1991 poky
[Iporpamy HEOHATaJIbHOIO CKPUHIHTY BHOpOBaAwiId 29 KpaiH CBITY.
[IpoBeneHHsa 1Il€i TporpaMu JI03BOJIMJIO BHSIBUTH pEaJbHYy YacTOTY
nepiuuty 21-rigpokcuniazu Ta Woro (GopM B PI3HUX HOIMYJIALISIX.
JloBeneHO BUCOKY €(EKTHUBHICTh CKPHUHIHTY, LIO JO03BOJISIE MpPHU3HAYATH
[IIOKO- 1 MIHEPAJIOKOPTUKOIIHY TEPAMi0 JITSIM 3 CUIBYTPATHOIO (hOPMOIO
3aXBOPIOBAHHS J0 PO3BUTKY CUIBYTPaTHOro Kpu3y. CKpPUHIHT € €JIMHO
MOXJIUBUM METOJOM JOKJIHIYHOI JIarHOCTUKUA BIPUIIbHOI  (opmMuU
3aXBOPIOBAHHS Yy XJIOMUMKIB. HakonmuyeHo BEIUKUM JOCBIJ, IO JI03BOJISIE
BUOpaTH ONTUMAaJbHI BaplaHTH TEXHIKM TPOBEACHHS CKPHUHIHTY.
BuszHaueHo mOporoBi AiarHOCTUYHO 3Haummi piBHI  170—OH-IT vy
HEJIOHOIIEHUX MITEH, HApOJKEHUX Ha PI3HUX TepmiHax recrarii. Y 2001
p. Poboua rpyna €Bponeiicbkoro ToBapucTBa NeaiaTpiB-eHI0KPUHOJIOTIB
PEKOMEH1yBaJla CTAHJIapTH 3a MPOLIEAYPOI0 MPOBEACHHS CKPUHIHTY 1 MO
TPaKkTyBaHHI KMOTrO pe3yJbTaTiB Yy JOHOIICHUX 1 HEOHOIIEHUX AiTel. Y
2002 pomi Ha o00’€qHaHOMY KOHIpecl E€BpOINEUCHKOr0 TOBAPHCTBA
Me/1aTPiB-€HIOKPUHOJIOTIB 1 CYCHIJIBCTBA MEAIaTPIB-€HIOKPUHOJIOTIB M.
Jloycona Buikinca (CILIA) OyB npuilHATUN CcTaHAApT JIarHOCTUKHU Ta
JiKyBaHHA 2 | -T1IpOKCUIa3HOI HETOCTATHOCTI.

MiHIiCTEPCTBO OXOPOHU 3A0POB’ S MPUIHSIIO 1 CXBAIWIJIO MPOBEICHHS
HEOHATaJIbHOTO CKPUHIHTY Ha aJpeHOreHITAIbHUN cunapoM. llei
MacCIITaOHUN MPOEKT MOTPEOY€E BEIUKUX 3YCUIIb 1 KOOPAUHALIT 1A CITyxO
oprasizaiii OXOpOHHU 370pOB’s, (HaxiBIIB HEOHATOJIOTIB, TEHETHKIB,
eHJoKpuHoJIOriB. OMHAK Il 3ycHJUIs OyAyTh KOMIIEHCOBaH1 30€pEKEHHSIM
KUTTS 1 3J0pPOB’S COTHSM [IITEH 3 aJpEeHOreHITaJIbHUM CHHIPOMOM.
[IpencraBiaeHi METOAMYHI PEKOMEHJAllll CTaBJISITh Mepell CO00I0 METy
O3HAOMUTH JIIKAPIB 3 CY4YaCHUMHU JaHUMH PO MIATHOCTUKY 1 JIKYBaHHS



aJpEeHOreHITAIbBHOTO cUHJpoMy. IIpolienypa HEOHATAIBHOTO CKPUHIHTY 1
aIrOpUTM OLIHKKA MOro pe3ynbTaTiB MNPEACTaBICHI HaMU Ha OCHOBI
aHaji3y JaHWX CKPUHIHTOBHMX IMporpam, ki BUKOHYIOTbCs B Pocii, CIIIA,
[IBemii, IIseitnapii, Hinepmanmax, ApreHTuHi, Itamii BIANOBIAHO 10
3arajJlbHUX pekoMmeHaalii Pobodoi rpynu €BporneichbKoro TOBApHCTBA
neAlaTpiB-eHI0KPUHOJIOTIB.

Mertoauuni pekoMeHaalli ckiaagaeHi Ha ocHoBl Hakazy MO3 Ykpainu
Ne254 Big 27.04.2006p. «IIpo 3aTBepmKEHHS MPOTOKONIB HaJAAHHS
MEIUYHOI JIOMOMOTH JITAM», a TaKOX 3a JIaHUMHU HayKOBO-IPAKTUYHOI
iHpopmalli nmo MeAWYHIA TreHeTuil. MeToaudyHl  peKOoMeHallii
po3paxoBaHl  Ha  JIIKapIB-T€HETUKIB,  E€HIOKPUHOJIOTIB,  JUTSIYHUX
€HJOKPUHOJIOTIB, JIIKapiB CIMEMHOI MEIUUMHM, NEHIaTpiB, aKyllepiB-
IIHEKOJIOTIB, a TaKOoX i JIKapiB-IHTEpHIB Ta CIyXadiB KypcCiB
MICJISLAUTIIIOMHOT OCBITH BIJIMOBIAHUX (haxiB.



EMBPIOI'EHE3 I ®ETOIIVIAHEHTAPHA CUCTEMA,
CHUHTE3 I'OPMOHIB KOPU HAIHUPHUKOBHUX 3AJIO3

AI'C saBnsie co0or0 BpomKeHY (epMeHTonaTiio 1 MaTOJIOTTYHUN
npolec MoynHae (POopMyBaTHCS 1€ BHYTPIIHBOYTPOOHO. OTXe, po3y-
MIHHSI TIATOTE€HE3y 1 KJIIHIKK Tepediry XBOpoOM HEMOXIMBE 0€3 Heoo-
X1AHUX 3HaHb PO BHYTPIITHEOYTPOOHUM PO3BUTOK 1 pyHKIIIOHYBaHHs H3.

HanHupkoBi 3amo3u — 1€ MapHa €HIOKPUHHA 3aJ103a, AKa CKJIa-
JAETHCA 13 KOPU Ta MO3KOBOIO IApy 1 Mae 0araTOrpaHHy TOPMOHAJbHY
¢ynkuito, B xopi H3 pospizsstore Tpu 30HH: KiIyOoukoBy (15 %),
nyukoBy (75 %) 1 cituacty (10 %), B SIKUX CHHTE3ye€TbCS CBIA THUI
crepoiniB. Tak, y KIIyOOUKOBIA 30HI CUHTE3YIOThCS MIHEPAJIOKOPTUKOIIU
(MK), B myukoBiii — rmokokoptukoinu (I'K), a B ciTyacrtiii — cTaTesi
CTEpPOIaU, IEPEBAKHO, AaHAPOTCHU.

3aknmanka kopu H3 BigOyBaeTbcsi 3 4-5 TWXKHS BHYTPILIHBO-
yTPOOHOTO PO3BUTKY 13 Me3oJepMaibHuX KiIiThH. Ha 8-my Tmxkui H3 3a
po3MipoM y 2 pa3u OuUIbIN 3a HUPKHU. 3 IILOTO K MEPioay MOYMHAIOTH
dbopmyBatucs 2 30HM Kopu: 1) nediHiTMBHA ab0 CHpaBXKHA — 30BHIIIHS
(20%) Ta 2) deranpbHa abo emOpioHanbHa — BHyTpimHA (80%). VY
HOBOHAPO/IXKEHOI'O0 TaKe CHIBBIJHOIIECHHS 3MIHIOETbCS Yy OiK 1CTUHHOL
(cpaBxkHBO1) 30HM, sika yxe cTaHoBUTh 80%, a 20% mnpumnanae Ha
deranbHy Kopy. OcTaHHsI 3arajioM 3HUKae 710 6 (piako — 10 12) MicsiiB
MiCJIsI  HApOMKEHHS, aje KiHIEeBOro JudepeHIlifoBaHHS Ha 30HHU
(k1yOOUYKOBY, MYYKOBY 1 CITYACTy) HE Bi0OyBaeTbcs. OCTaTOYHO 30HU
kopu H3 ¢popmyroTeest Ha 3-My poIIl JKUTTSA JUTUHH, & IOBHUH 1X PO3MOILIT
HacTynae y 12-piuHoMy BIIIi.

Takoxx B H3 moma Hemae depmenty 3B-TiapoKCcUCTEpOi-
JET1IpOreHasu, HeOOX1HOTO JJIsi CUHTE3Y IporectepoHy. Tomy CHHTE3
ropMoHiB Kopu H3 mnpoTaroMm BHYTPIIHBOYTPOOHOIO mHeEpiony BiaOy-
BAETbCA 3  IUIALIEHTAPHOIO  NPETHEHONOHY. 3 9-11  TwxkHSA
BHYTPIIIHROYTPOOHOTO PO3BUTKY CHUHTE3 TOpMOHIB B kpoBi H3 miopa
perymoerbest mniaauM AKTI 1 nnaneHtapHuum Ta ¢eTaabHUM KOPTH-
KoioepuHoM. Y detanbHii kopi H3 BUpOOISIOTHCS EpeBaXHO KOPTU3O0I
(rimpoxopTH30H) 1 aerigpoemnianapoctepon (IEA), axi B mewiHul mioga
nepeTBOproOThcd Ha 18’-ctepoinu. KoHueHTpariss KOpTU301y y KpOBi
1012 1 aMHIOTUYHINA PIIMHI 3HAYHO 3POCTA€ B OCTaHHI THXKHI BariTHOCTI
nix aiero AKTI miona, 1m0 npyu3BOUTh A0 aKTUBAIlll (PEPMEHTHUX CUCTEM
IJIAIEHTH, SIKI 3a0€3MeUyl0Th CEKPEIil0 HEKOH IOTOBAaHMX €CTPOTrEHIB 1,



TaKUM YUHOM, CTUMYJIOIOTh BUBLIbHEHHs npocrtarinaHauHiB (PGF2a). a
oTke, 1 mojoru, KopTuzon BIIMBAaE Tak0oX Ha BHYTPIIIHBOYTPOOHUI
CUHTE3 KaTexoJlaMiHiB. 3 aeriapoeniaHapoctepony-cyiabdary (IEAc) B
IUIAIIEHTI CUHTE3YIOThCSl €CTPOH Ta ecTpiosl (Tomy mnpu rimomnasii H3
TJ10/1a KOHILIEHTpAIlisl €CTPioJIy B C€Ui BariTHOI 3HaYHO 3HUIKEHA).

B 3aneXHOCTI BiJl TEPMIHY BHYTPIIIHBOYTPOOHOTO PO3BUTKY ILIOAA,
B SKOMY IIOYMHAIOThCA (EPMEHTHI TOPYIIEHHS  aJpeHa’IoBOro
CTEpOIIOTEHE3Y 1 CUHTE3Y€EThCS BEJMKa KIJIbKICTh aHJIPOTE€HIB, BUHUKAIOTh
pi3HI BIAXWJIEHHA Yy PO3BUTKY 30BHIIIHIX cTrareBux opraHiB (3CO) y
IUIOJIIB 3 KIHOYMM reHOTHNoM. Tak, 3a (epMEHTHUX MOPYILIEHb 10 8—12
TuxHA 3CO (QopMyrOThCS 3a YOJIOBIYMM THUIIOM 3 IOBHOIO IHBEPCIEIO
ctati; 3 12 10 20 TxHSI — POPMYETHCS YPOTECHITAIbHUN CUHYC, a MICHSA
20—24 TrXHS — KIITOpOMEratisl.

BpaxoBytoun ocoOnuBocTi emOpioreHe3dy i (QyHkuionyBanHs H3
OPOTSITOM BHYTPIIIHBOYTPOOHOTO PO3BUTKY Ta B IIOCTHATaJIbHOMY
nepioji, MOXKHa MPUNUTH JO BUCHOBKY, IO HAWTSHKYMM mepedir 3axBO-
pIOBaHb 1 JOAATKOBI CKJAIHOCTI iX J1arHOCTUKH, TU(EpPEHIIFOBaHHS Ta
JIKYBaHHS BIIMIYAIOTHCS Y HEMOBJIAT 1 JITEH paHHBOTO BIKY, aJIKE€ Y HUX
e He MOBHICTIO chopmoBaHa 1 pyHKUIOHYe kopa H3 1, oTke, BoHa He
MOXX€ aJICKBAaTHO pearyBaTM Ha 3MIHM TOMEOCTa3y OpraHi3My Y
HEraTUBHUI BIUJIMB HABKOJMIIIHBOTO CEPEIOBUIIIA.

ETIONMATOTEHE3 I MOJIEKYJISPHO-TEHETUYHI
OCHOBMU JIE®ILUTY 21-TJZIPOKCUJIA3U

ETionoriunum ynnHukoMm ycix ¢opm Y/IKH3 € naronoris rexis, siki
KOJYIOTh (PEPMEHTH CTEPOIOreHe3y abo TPaHCHOPTHI OIIKKM TOPMOHIB
kopu H3. [le npu3BOaUTh 1O HEAOCTATHHOIO CUHTE3Y KOPTU30IY, SIKUH, B
CBOIO 4epry, 3yMoBiroe miaBuiieHHs cekpenii AKTI (3a mpuHIMmom
3BOPOTHOTO 3B’SI3KY) Ta, SIK HACIIJIOK, rinepruiasiro kopu H3.

3rilHO 13 CHUCTeMaTHu3alli€l 3axBopioBaHb kopu H3 (mepBunHa
MAaTOJIOT1s) BUALISIIOTh:
llopywenns cmpykmypu.

INneprnazisa (mudy3Ha Ta MIKpO- 1 MAaKpOHOYJISIPHA)
[Nnonuasia / amnasis
Heonunaszis

Hectpykuis / atpodis
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llopywenus ynxyii:

['nepkopTUU3M

I'inokopTULM3M

Huchynkuis (ypomxkeHi GepMEeHTHI aHOMaTI1)

e o o |

VY Ham yac po3pi3HAITH 5 OCHOBHUX (PEpMEHTHUX Ie(EKTIB, IO
crpuunHsoTh Y IKH3:

1. 21-riapokcunasu (P450c21)

2. 11B-rigpokcunazu (P450cll)

3. 17a-riapokcunazu (P450cl7), 1o 4YacTo TOETHYETHCS 3
HegocTtaTtHicTO 17,20-11a31

4. 3B-rigpoxcuctepoinaeriaporenasu (34-HSD)

5. StAR-nporeiny (P450scc) / 20,22-necMonasu

[Homt 3yctpivaerbesi nedext 18-rimpokcuiiazu  (KOPTUKOCTEPOH-
metuiokcuaazu tuny 1, KMO-1) 1 18-okcumazu (KOPTHKOCTEPOH-
MeTtuwiokcuaasu tuny 2, KMO-2), mo npu3BOAUTh 0 130Jb0BAHOTO
TrioaabI0CTEPOHIZMY.

3anexxHo BiJ ¢epMeHTHOro AedeKTy 1 KIHIYHUX mposiBiB, Y IKH3
KJacuPikyeTbcs Ha GOPMU:

1. IIpocta BipuibHa hopma

e VYpoJKeHa, KJIaCu4Ha — akmueHicms gepmenmy 2 1-ciopoxcunasu
menuwe 5 %

e [li3Hs, myOepratHa (HEKIacU4Ha, aTEHYWOBAaHA) — AKMUBHICb
Gpepmenmy 21-ciopoxcunasu menue 20-30 %

2. CubyTpatHa (Kiacu4Ha) gopma — akmueHicme epmenmy 21-
eiopoxcunasu menuie 1%

3. TI'imepren3uBHa popma:

e YpOomKeHa, KIacuyHa

o [li3Hs (HekJIacM4Ha, aTeHyHOBaHA)

21-rigpokcunaza (P450c21) — dbepmeHT 3 rpynu nutoxpomis p450,
AKUW €KCIIPECYETHCS B €HJIOIJIA3MaTUYHOMY PETUKYIyMi 1 Oepe ydacTb B
npoleci 010CHHTE3y KOPTH30Jy 1 allbJIOCTepOHy, TpaHchopMyroun 17a-
rigpokcimporectepoH B 11-1€30KCIKOpPTI30N 1 MOPOrECTEPOH B
NE30KCUKOPTUKOCTEpOH. JledimuT 21-rigpokcuiazd MOPU3BOAUTL /10
HEJIOCTATHBHOT MPOYKIIT KOPTU30IY, 10 BUKJIUKAE MIABUILECHHS CEKpelil
AKTI' 1 npu3BoauTh [0 Tinepruiasii KOpU HAJAHUPKOBUX  3aJI03.
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HanHUpHUKHM  aKTMBHO  CEKpPETYIOTh  CTEpOIAW, W0 NEPEeAyIOTh
dbepMeHTaTUBHOMY OJIOKY — mporectepoH 1 17a-TiApoKcinporecTepoH
(170-OH-IT), a Takox aHApPOTreHH, O10CHMHTE3 SKUX HE 3aJICKHUTh Big 21-
ripoKcuiiazu. MIHEpaJIOKOPTUKOIIHA HEIOCTATHICTh PI3HOIO CTYIICHS
BUPAXKEHOCTI BHUSIBIAETbCS y 65-75% nmiteit 3 21-riapokcuiiazHUM
aedIIUTOM. 3HMKEHHSI PIBHS JI€30KCUKOPTUKOCTEPOHY 1 ajbJIOCTEPOHY
IPU3BOJIUTH JI0 3HUKEHHS peadcopOIli HATPII0 B HUpPKaX, KOHLIEHTPAIlis
HATpIIO B CUPOBATIIl KPOBI Maja€e, 1 HUPKOBA peadCcopOIlis Kalito 3pOCTaE.
Pe3ynbraTOM LHMX NOpPYUIEHb € TINOHATPIEMIs, TINEpKaTieMis, anuao3,
BTpaTa pIAWHU. Y BIANOBIAb HA 3HM)XEHHS BHUPOOJICHHS MiHEpa-
OKOPTHUKOIJIB 3pOCTAa€ PEHIHOBA AaKTUBHICTh IUIa3MH, MiABUILYETHCS
piBeb anrioren3uny Il  Jlebpekt 21-rigpokcunazu Moxe OyTu
oOyMoBiieHU pizHUMU MyTalisimu reHa CYP21, mo koaye neit pepmeHT.
I'en cknamaerbes 3 10 ex30HIB 1 po3TallOBaHUN Ha KOPOTKOMY Ijiedi 6-1
XpPOMOCOMH TIOPYY 3 TOJOBHHMM KOMIUIEKCOM rictocymicHocti (HLA). ¥V
oesnocepenniii O0au3pkocTi 3 reHoM CYP21 posramoBaHuil TCeBIOTEH
CYP21P. O0uaBi HYKJICOTHIHI IOCIIJOBHOCTI JIOKQJIi30BaHI B MeExXKax
T€HHOI'0 KjiacTepa po3MipoM 01u3bko 60 kb, B sikoMy TakoxX 3HAXOJAThCS
2 reHa 4derBepToro kommoHeHta koMmiuiiMeHTY (C4A 1 C4B). CYP21 1
CYP21P BHUCOKOTrOMOJIOT14HI, OJIHAK, (YHKIIOHAIbHO aKTUBHUM € TUIbKHU
CYP21, tom sk CYP21P € nceBaoreHoM, T.K. MICTUTh PSJi MyTallii, 110
NOPYILIYIOTh HOPMAJbHUM XiJ TPAHCKPHUIIT 1 MOAAIBIIOI TpaHCHALIl
MOBHOIIIHHOTO Ouka. TaHaeMHa opradizallisi BUCOKOTOMOJIOTIYHUX T'€HIB
CTBOPIOE MEPEAYMOBHM JI0 YAaCTUX PEKOMOIHAIIN MI)K HUMU y BUIJISI
3aminieHHsa Benukoro ¢parmenta reHa CYP21 ananoriynuMm parmMmeHTOM
NICEBIOTEHY a00 TEpPEHECEHHS MaJeHbKUX (PPAarMEHTIB TICEBIOTECHY B
akTUBHUW TeH (reHHa koHBepcid). [ToniOHi MyTalii MOXYTh MPU3BOAUTH
0 TIOBHOI a00 4YacTKOBOi BTpaTh (EPMEHTATUBHOI AaKTUBHOCTI 21-
rigpokcwiasd. B pganuit dac omnwmcani jgecarku Mytaniii CYP21, mio
npu3BOAATh 110 Aehekty P450c21. 3naliieHo MeBHI KOPEJAIlli MK BUIIOM
MyTalii 1 KJIIHIYHUM BaplaHTOM Mepediry 3axBoproBaHHs. Jleneriss reHa
a00 BeIMKI KOHBEpCIi (3amMiHa IreHa Ha TMCEBJOTeH) MPU3BOASIThH 0 MOBHOI
BTpaTd (PEPMEHTATUBHOI AKTUBHOCTI, 110 BUSBIAETHCS  KIIHIKOIO
MIHEPAJIOKOPTUKOIIHOT ~HEAOCTATHOCTI 1 BHUPAXEHOI  BIpUIII3aLi€lo.
Haiibiapm 4acTor0 TOYKOBOM MYyTaIli€lo, 110 MPUBOAUTH JO BUPAKEHOI
BTpaTU aKTUBHOCTI (pepMeHTy, € myTaiis B 2-my iHTpoHI1 (I2splice), mo
OpU3BOAUTL A0 AC(EKTy CIUIAMCUHTY 2-TO 1HTPOHY (CIJIAMCUHT —
BUJIAJICHHA 1HTPOHIB B mpolieci TpaHckpumilii). Lls MyTaliist BUSBISE€TbCS
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YacTille MpU CUIBYTPATHIN (opmi 3axBOproBaHHS. YacTo 3yCTpIYaEThCSA
TaKoX ToukoBa Mytaiisa [172N (3amiHa 130JieMLIMHY Ha acmaparii y
no3utlii 172), axa npuszBoauTh 10 BTpatu 90-95% aktuBHOCcTI P450C21 1
KJIIHIYHO TPOSBIISIETHCS BIPWIbHOIO (POPMOIO 3axBOprOBaHHA. TOYKOBI
mytanii V281L 1 P30L npuzBoasats a0 BTpatu 50% aKTUBHOCTI PEPMEHTY
1 MOXYTb BHSBISITUCS Yy BUIVISAI IOMIPHOI Ta JIETKOI BipWiizallii
(HeKJIaCUYHUI BapiaHT 3aXBOPIOBAHHS).

Kminiuai ¢popmu AI'C 1 no’a3aHi 3 HUMHU AedeKTH (HEPMEHTIB

CTEpOIIOTeHE3Y HaBEJEHO y TaoI. 1.
Tabnuys 1
Kuainiuni popmu AI'C, mo po3BuBaThcs npu aedekrax pepmMeHTIiB CHHTE3Y
crepoinis B H3

Hedekt pepmenty Kniniuna ¢popma

21-rigpokcunazu e [lIpocra BipribHa (KJIacH4yHA, ypOJKEHA 1
HEKJIACUYHA, Mi3HS)

e CuibyTpaTHa

11B-rigpokcuinazu e [imepTeH3uBHA (KJIaCUYHA, YpOJIKEHA
Ta HEeKJIaCU4Ha, Mi3H:) (3 BipUiIizaIliero ocio
3 )KIHOYUM T'€HOTHUTIOM)

170-rigpokcunaszu / 17,20-nm1a3u e T'inepTeH3uBHA (KJIACUYHA, YPOJKEHA Ta
HEKJIAaCUYHA, Mi3Hs) (3 0O3HAKaMu
HECIPaBKHHOT0 YOJIOBIYOTO
repMadpoaAUTU3MY B 0Ci0 3 YOJOBIYUM
reHOTHUIIOM 1 6€3 Bipuitizalii 0ci0 3 xKIHOUYUM
Te€HOTHUIIOM; 3aTPUMKOIO POCTY 1 CIIOHTaHHOT
nyOepTairii)
3B-rizpokcucrepoinaerinporenasu | o CinbyTpaTHa (3 O3HAKAMHU
HECIPaBKHHOT0 YOJIOBIYOTO
repMadpoaAUTU3MY B 0Ci0 3 YOJOBIYUM
reHOTHUIIOM 1 6€3 Bipuitizalii 0ci0 3 xKIHOUYUM
TE€HOTHUIIOM)

o [li3Hs (HexkyacuyHa)

StAR-nporeiny / 20,22-necmonasu | e CinbyrparHa (JinoigHa rinepruiasis Kopu
H3) (myxe TsxkKa, 3 rinepnirMeHTaIlicio; yci
XBOP1 MaIOTh JKIHOYUI (EHOTHN)
18-rigpoxcunazn(KMO-1), e CinpyTpaTHa (Jerkuil nepeodir, 0e3
18-okcunazu (KMO-2) rinepruiazii kopu H3)
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Hns koxknoi gopmu AI'C xapakTepHHMil CBI1l CHEKTp KIIIHIYHUX
IOposIBIB, SIKI 3yMOBJIEHI, MO-Mepiie, AeMIIUTOM CTEPOIAIB, CUHTE3 SIKUX
HEMOXKJIMBUH 3a HasIBHOCTI JaHOTO (DEpMEHTATHUBHOIrO OJIOKY, 1 MO-ApYTE,
HAJIJTMIIIKOM THUX CTEPOIAiB, CHHTE3 SIKUX HE MOpyIIeHui (Tad. 2).

Tabnuys 2
IMopymeHHsi cuHTE3y KOPTHUKOCTEPOIAiB NPH NePBUHHUX 32aXBOPIOBAHHAX
xopu H3
3axBOPIOBaHHS ['moxokopt | MiHepanokopTu | AHAPOreHU
UKOIIU Koigu

['inepkopTUIIN3M + 4+ + + +++
['inokopTUIn3M - — _w%
YJKH3:
Hedexrt 21-rigpokcunasu - — +4+++
Hedexr 11B-rinpokcunasu —— ++ ++++
Hedexr 17a-rigpoxcunasu / 17,20- - ++ __

Jia3u
Hedekr - - -
3B-riApoKCUCTEePOIAACTIIPOreHAZH
Hedekr StAR-mpoteiny / 20,22- - - -
J€CMOJIa3H

Hedekr 18-rigpokcuinasu, -
18-oxcunazu (KMO-1 1 KMO-2)

Ipumimku: * — 3anexxH0 B % 3HWKEHHS (PePMEHTHOT AKTUBHOCTI;
*# — y KIHOK (y YOJIOBIKIB TaKUX MPOSBIB HEMAae€, TaK K aHIPOTEHU y
HUX B OCHOBHOMY CHUHTE3YIOThCS B CTATEBUX 3aJ103aX).

Omoxce, ona ycix popm V/[KH3 xapakmephe:

e 3HauHE 3HWXEHHS CHUHTE3Y TIJIIOKOKOPTUKOIIIB (KOPTU30IY,
KOPTUKOCTEPOHY)

o [lixBumenns cekperi AKTI

e ['inepmiasis kopkoBoro 1mapy H3 (nmpu knacuuaux gopmax)

e [HTAKTHICTb PEHIH-aHT10TEH3UH-aJIbJJOCTEPOHOBOI CUCTEMH,

e YacTo — rinepnpoyKIiiis aHAPOreHIB
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BIOXIMIYHI ITOPYHIEHHA

21-rigpokcunasa — MikpocoMalibHUil P450-3anexxunii pepMeHT, AKui
Oepe y4acTh y CUHTE31 TJIFOKOKOPTUKOI11B (KOPTU301Y, KOPTUKOCTEPOHY) 1
MIHEPAJIOKOPTUKOIAIB  (QJIbAOCTEPOHY, | 1-1€30KCUKOPTHUKOCTEPOHY)
nuisixom  TpaHcdopmaiiii  17a-rigpokcunporecrepony (17a-OH-IT) B
11-1€30KCUKOPTU30 (MOMEPETHUK KOPTU30JY), & TAKOXK MPOrECTEPOHY —
B 11-ge3okcuxoptukocrepod (IOK). OcTtanHil € BaXIMBUM ITPOMI>XHUM
IPOAYKTOM y O10CHHTE31 KOPTUKOCTEPOHY 1 adbJOCTEPOHY Ta IPOSBIISIE
BUPAXEHUI BIUIMB Ha OOMIH enekTpodiTiB. edinut 21-rigpokcuiazu
NPU3BOJIUTH 10 HEJOCTATHHOI'O CHUHTE3Y TIIFOKOKOPTUKOI/IIB, HACAMIIEPE],
KOpPTU30Jy, 10 Bukiaukae miasuiieHHs cekpemii AKTT 1, sk Hacmigoxk,
rinepmuiasito kopu H3. [Ipu 1boMy 3 HaJIJTUIIIKOM CEKPETYIOThCA CTEPOIJIU,
mo rmnepeayroTh G¢epMmeHTaTuBHOMY Osioky: 170-OH-II 1 aHzgporeHwu,
CUHTE3 KUX HE 3aJeKUTh Bij 2 1-T1IpoKcHIasy.

Y 75 % niteir 3 pediuuTom 21-TiIpoKCcHIa3d BIAMIYAIOTHCS Pi3HI
MPOSIBU MIHEPAJTOKOPTUKOIMHOI HEJOCTATHOCTI. 3HUKEHHS KOHIICHTpAIlil
albJOCTEPOHY BUKIIMKAE 3MEHIIEHHS peabcopOIli HaTpilo B HUpKax. Sk
HACJIJIOK, KOHLIEHTpALllsl HATPIl0 y CHUPOBATLI KpPOBI 3HMXKYETHCA 1
1JIBUILYETHCA HUPKOBA peadbcopOIis Katito.

TakuM YMHOM, BUHHUKAE:

e ['inoHarpiemis

e [inepkamniemis

e Anua03 Ta BTpaTa piAHMU.

VY BianoBiAb Ha 3HWKEHHS cuHTe3y MK:

® [IiJBUIIYETHCSA aKTUBHICTh peHiHy mia3mu (APIT)

® [IiJBUIIYETHCS PIBEHb AHT1OTEH3UHY-2.

KUIIHIYHI MTPOABU I CUMIITOMHU

Ilpocma sipunvna (knacuuna) gpopma:

Knacuynuii BapiaHT HEIOCTaTHOCTI 2 1 -TiApOKCUIIa3u MPU3BOJIUTH 0
BUPAXKEHOI TINEPaHIPOreHii, mo (GOPMYEThCA 1€ BHYTPIIIHHOYTPOOHO.
Ilepenbavaerhcs, 110 aKTUBHA Bipujizallis Ijiojaa Mo4YuHaeTbes 3 20-25
TUXKHA recrtaiii, koau Qopmyetbess BIMB AKTI Ha eMOpioHanbHUM
HAJHUPHUK 1 TOYMHAE CUHTE3YBaTHUCS KOPTU30J. BHyTpinIHbOyTpOoOHA
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rifnepa”poreHiss MPU3BOJUTH JIO AaKTUBHOI BIpHWIIi3allii  30BHIIIHIX
TeHITaIH, 1110 HAWOUTbII IpaMaTUYHO BUPAXKEHO Yy N1BYATOK. [0 MOMEHTY
HapO/KEHHS 30BHIIIHI T€HITaIli JIBYMHKA MAIOTh OiCEKCyallbHY OY/IOBY:
KJIITOp TinepTpooBaHMM, BIJ3HAYAETHCS PIZHOTO CTYINEHS BUPAXKEHOCTI
3pOIIEHHS  CKpoTojadiaJbHOro  mBa. Y  JEIKUX  BHUIMAJKax
BHYTPIIIHHOYTPOOHA aHJIPOTEHI3alllsl HACTIILKU BHUPAXKE€HA, 110 30BHIIIHI
TeHITalll MPaKTUYHO BiJMOBIAAIOTh YOJIOBIYMM, 1 JIBYMHKA IMTOMUIIKOBO
PEECTPYETHCSI 1 BUXOBYETHCS SIK XJIOMYUK. BapiaHTu pi3HOro CTymneHs
BIpUJII3allii 30BHIIIHIX T€HITaNii paHxKytoTbcs Ha 5 ctyneHiB (Prader).

[Tpu skinouomy renorumi (46, XX) — npeHaTajbHi Ta MOCTHATaJbHI
o3Haku Bipumizamii 3CO (HecnpaBkHIN XKiHOUYMM repMadpoauTU3M) —
1-5-ro ctynens 3a [Ipagepom (Ta6:. 3), K1 NpOrpecyoTh; HEBU3HAYEHICTh
CTaTl MPU HAPOKEHHI; MPUCKOPEHHS TEeMIMIB (I3UYHOTO PO3BUTKY (3a
MACKYJIIHHUM THUIIOM) 1 O10JIOT1YHOTO BiKY.

Tabnuys 3
Cryneni Bipuiizanii 30BHIIIHIX cTaTeBUX OprauiB y aiBuar 3a Ilpaxepom
(Prader)
.C rynert | 3minu 3CO
BipuITi3allii
1 Hegenuka rineptpodis kiitopa 6e3 ioro Bipuiizailii, HOpMaJIbHUN
PO3BUTOK BEIMKHUX 1 MajuxX CTaTeBUX TIy0, BXiA Yy MIXBY
c(hOpMOBaHHUIA.
2 Knitop 3HayHo 30uIblieHWH y po3MmipaX, 3 TOJIBKOIO 1

KaBEPHO3HUMH TiIaMH, BEJIUKI cTaTeBi I'yOM 30UIBIICHI, Maldi —
HEJJOPO3BUHEHI, BXOAM B YPETPY 1 MIXBY pO3TallIOBaH1 OJIU3BKO.

3 Benukuil K11TOp 3 TOMIBKOI0O 1 KpaHBOIO IJIOTTIO, BEJIMKI CTAaTeBI
ryOu HaraJyloThb MOIIOHKY, € YpO-BariHaJbHUW CHUHYC, IO
BIIKpUBA€EThCSI OUISI OCHOBMU KJIITOpAa 3a THUIIOM MOILIOHKOBOI
rinocnaii.

4 [lenicononiOHUK KJIITOp, 3 TMEHUIBHOIO YpPETpPOI0 Ha HIKHIN
MOBEpXHI abo0 IMMiJ TOJIIBKOIO; BEJIMKI CTAaTeBl T'yOW 3pOIIEHI IO
CepeiHIN JiHIi.

5 [lenicononiOHUM KIIITOP; OTBIP YPETPU BIIKPUBAETHCS HA TOJIBII —
MOBHA 1HBEPCIs CTaTIL.

IIpun yosoBiuomy renorumi (46, XY) — mnependacHe craTeBe
JO3pIBaHHS 32 130CEKCYaJbHUM THUIIOM: MAaKpOTE€HITOCOMISI, MirMEHTaIlis
3CO, cocCkKiB, arpecuBHICTb, CTaTEBE PO3TaJbMyBaHHS;, 3 2—3 POKIB —
IPUCKOPEHHS TEMITIB (PI3MYHOTO PO3BUTKY (301JBLIEHHS POCTY OUIBII HIXK
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Ha 7 cM 3a pik) 1 010J0T1YHOr0 BiKY (30HM POCTY 3aKpuBarOThCs 710 9—10
POKIB).

B oci6 o0ox crarei, mepi 3a Bce, y AIBYaT, nepeadacHo (3 2—3-
pIYHOTO BIKY) 3 SIBJIIETBCSL CTaTeBE OBOJIOCIHHS, acne vulgaris,
rineptpodiss M’s3iB, 3MiHa ronocy. CTymiHb Mpe- 1 MOCTHATAILHOI
aHJIporeHizalli y mamieHTiB 3 aediuuToM 21-riIpoKCcuiia3d MOXE MaTH
3HAYHI 1HAWBIyaJIbHI KOJMBAHHA HaBITh Y XBOPUX CHUOCIB B OJIHIH CIM’1 3
OJIHAKOBUM TeHeTHYHUM jedexTtoM. Ile Moxxke OyTu 10B’si3aHe 3
IHAMBIAYyaJbHUMH  OCOOJIMBOCTSIMHM ~ METa0OJI3My  TMONEPEAHUKIB i
NOXIIHUX CHUHTE3Y AaHAPOTrEHIB, PI3HUIICI0 B AaKTUBHOCTI PELENTOPIB
aHJPOreHIB Y KOHKPETHOrO MaIlI€HTA.

Cinoympamna (knacuuna) gpopma:

CumnTomMu XBOpOOU MPOSIBISIOTHCA 3 MEPIIMX TOAWH 1 JHIB MIiCIS
HAapO/KCHHSI  BUPAXXEHMM  CHHJIPOMOM  BTpPAaTH  COJIi:  CHOYATKYy
BIIMIYAIOTHCA 1 IPOTPECYIOTh O3HAKH TiNepKaiiemii (Taxikapiis, iHOAl —
Opanukapisi, TOpPYIIEHHS CEpLEBOr0 PUTMY), a uepe3 JACKUIbKa [HIB
PO3BUBAIOTHCSA O3HAKM TIMOHATPIEMII 1 TiNepHATpiypli, AK HACIIJOK
nediuTy albJAOCTEPOHY: 3pUTYBaHHs, OJIOBOTA, Aiapesi, CUJIbHI 0ol y
AKUBOTI. B mojanbiiomMy 3HEBOJHEHHS MPOTrPECye 10 O3HAK TKKOTO
€KCHKO3Y 1 3Ha4YHOI BTPAaTH MACH TiJIa 1 HAPOCTAIOTh CUMIITOMHU TOCTPOI
HegocTaTHOCTI Kopu H3: 3HMKYeTbCs apTepialibHUM THUCK, MOPYIIYETHCS
MIKPOLMPKYJIALIS («(MapMypOBICTBY 1 11aHO3 IIKIPH), BUPAXKEHA aIUHAMIS,
CEpLEBO-CYIMHHUH KOJAIC, KapJIOT€HHUM IIOK.

Ha tmi cumntomiB roctpoi HegoctatHocTi 'K 1 MK 3BepTae Ha cebe
yBary HemnpaswibHa OyaoBa 3CO y AiBUaTOK — O3HAKM Bipwiizamii (3a
[Ipanepom 1-5-ro cTymneHs), a y XJONYUKIB BIJIMIYA€THCSI MaKpO-
reHitocoMisi, mirmenrtaris 3CO. YacTo y Takux XBOPUX CIIOCTEPITa€ThCs
rinepnirMeHTaris mKipu.

Ii3na (nyoepmammna, nexnacuuna) hopma:

KiliHIYHI O03HAaKKM MATOJOTii 3 ABJISIIOTHCS TEPEBAXKHO Y TMEPIOAl
nyOeprarnii, ajae MOXYTb TaKOX MPOSBUTUCh MOHOCHUMIITOMAMH Yy
MOCTHATaJIbHOMY YU ONyOepTaTHOMY Mepioiax.

IIpu xkiHouyomy renotumi (46, XX) — O3HAKU TiNEPaHAPOTEHIT
(ripcytusm, ajomeris, acne vulgaris, MiJABUIIEHA CAJIbHICTh IIKIPH),
BTOPMHHUN  CKJICEPOMNOJIIKICTO3 SIEYHUKIB, TIOPYIIEHHS OBapiajibHO-
MEHCTPYaJIbHOTO IIUKITY, XpOHIYHE HEBUHOIITYBaHHS BariTHOCTI, O3 s
(penpoAyKTUBHA (PYHKIIISI MOKE OyTH 1 HE IOPYIIEHA).
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IIpu 4osioBiuomy renorumi (46, XY) — MHOKUHHI aKHe, aJOMEIis
(abo picT BoJioccs Ha rojoBi M-3pa3ka), 3HWKEHHSI (PepTUIBLHOCTI (XK J0
OC3ILTIAIs).

Haiiuactimum miposiBoM HeknacuuHoi popmu AI'C y miteir 00ox
CTaTel € paHHE JIOOKOBE 1 aKCIJIspHE OBOJIOCIHHSA (apeHapxe), a TaKoxXK
HE3HAYHE MPUCKOPEHHS POCTY 1 KICTKOBOTO BiKy. OJTHaK OCTATOYHUM 3PICT
IIUX JITeH BIJMOBIAa€ TECHETUYHO OUIKYBAaHOMY POCTY.

B 3anexHocCT! BiJ cTpoKiB MaHidecTailii XBOpoOU pO3pi3HAIOThH JIBa
BaplaHTH NMposBiB Mi3HLO1 hopmu AI'C:

1. IIpu HapomKEHH1 30BHIIIHI CTAaT€Bl OpPraHU y JAIBYATOK Ta
XJIOMYUKIB C(POPMOBaAHI MPAaBUIIBHO, a HaJall BiI0YBA€TbCS MPUCKOPEHUIN
(G13UYHUN Ta MepeIyacHU CTaTeBUN PO3BUTOK (BiAMOBIAHO, T€TEpPO- Ta
130CEeKCyaJIbHUN ):

e V marieHTiB 000X CTaTel HAIMIPHO PO3BUBAETHCI MYCKyJaTypa,
30UIBIIYETHCA  M’SI30Ba  CUJIA, TPUCKOPIOETHCA  PICT, 3’ ABISETHCA
ripCyTH3M.

e V XJONYUKIB BI1IOYBA€TbCS HAIMIPHMA PO3BUTOK CTAaTEBUX
OpraHiB, 1110 HE BIJIIOB1/Ia€ MACTIOPTHOMY BIKY.

e V niBuar — rineptpodis kiaiTopa, OyaoBa Tia 3a YOJIOBIUMM
TUIIOM, 3HUXYETbCS TEMOp ToOJIOCY, 3 SBISIOTBCA BYIPl, MPOrpecye
ripcytu3M. MoJiouHI 3aJ1031, MaTKa Ta S€YHUKH HE pO3BUBAIOTHCS.

2. Y pa3i maHidecTallii XBopoOHu 3 nepioy myoepTaitii:

Y oonybepmamnomy nepiodi XBOpPi PO3BUBAIOTHCSA HOPMAJIBHO,
30BHIIIHI CcTaTeBl opraHu cGOpMOBaH1 BIAMOBIIHO 1O CTaTi Ta BIKY. Y
IiBYAaT MEHCTpyallli MOXYTh IOYMHATUCh CBOEYACHO, PO3BUBAIOTHCS
MOJIOYHI 3ayio3u. B myOepraTHOMYy mepiofi TPOSBISIOTHCA O3HAKHU
rinepaHporeHii:

YV disuam nopymyeTbcs MEHCTPyIbHUM UKJI (TIMOMEHCTPYaJIbHUN
CUHJPOM a00 BHHMKA€ BTOPUHHA aMEHOpEs), MOXKE 3 SABUTUCS MOMIpHA
rinepTpodiss KIITOpa, MOMIPHE 3BY)KEHHS IIXBH, TINOIUIAa3isl MaTKH,
MOJIOYHMX 3aJ103, ajie¢ PO3MIPHU SI€YHUKIB 3aJTUIIAIOTHCS HOPMAIbHUMH, 3
O3HaKaMu BTOPUHHOTO ckJjeponoiikicTto3dy sieuHukiB (CIIKS). 3’sBsi-
I0TbCSl, a00 TPOrpecyroTh, TIPCYTHU3M, YMCICHHI BYrpl, IIKIpa CTa€
CaJIbHOIO, TEMOP roJIOCY MPU LIOMY HE 3MIHIOETHCA. ¥V MOI00UX JHCIHOK
BiaMivaroThes: BTopuHHU CIIKS; XpoHiuHEe HEBUHOIIIYBaHHS BariTHOCTI,
NepevacHi TMOJOru; ToCTpa CEpPUEBO-CyIMHHA HEAOCTATHICTh Ta
HegocTaTHicTs H3 npu nosorax.
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YV xnonyie — 4uCIEHH1 BYIPi; LIKIpa CTa€ CAIbHOIO, TEMOP roJIOCY
HE 3MIHIOEThCS. Asoneris (abo picT Bosioccst Ha roioBl M-3pa3ka). Hacto
nizHs ¢opma AI'C y XJIONIIB MOXE MPOSBISITUCS JIMIIE BUPAKEHOIO
BYTPEBOIO BUCHUIIKOK. V MOI0OOUX 40N06iKi6 — 3HWUKEHHA MOTEHII Ta
bepTUIbHOCTI (aX A0 OE3ILI1IIA).

Hedext 11B-rinpoxcunasu (P450cll)

3yctpiuaetbes B 10 pasziB pimme, HiX aedext 21-riapokcuiiasu.
XapakTepu3yeTbCsd  MOPYLIEHHSM  OCTaHHBOTO  eralmy  OlOCHUHTE3Y
KOPTHU30Jy, 110 MPU3BOAUTH 10 Haanumky cunresy MK 1 anaporeHiB Ha
TJI1 HEJIOCTaTHOCTI KOPTHU30JTY.

®epment 11B-rigpokcunaza (P450cll) peryntoe neperBopeHHs 11-
J€30KCUKOPTU30Jy B KOPTU30J 1 KaTali3ye TpU KiHUEBI JaHKH O10CUHTE3Y
anppocrepony 13 11-JJOK: 11B- Ta 18-rigpokcumoBanHs 1 18-
nerigporenizamito. OcTaHHI JB1 peakiiii BiIOYBAalOTHCS JIMIIE Y
KJTyOOuKOB1H 30H1 kopu H3.

depmeHTH, K1 3a0e3neuyroTh nponecu 11- 1 18-rigpokcuitoBanHs,
KoaytoThcsa JBoMa romosioriunumu reHamu: CYPI1B1 ta CYPI1B2,
KOTp1 3HAXOAAThCA Ha JoBromy miedi 8-i xpomocomu. CYP11B1 konye
dbepment P45011p, BignoBiganbHuii 3a 11- 1 18-rigpokcriiroBaHHs Y BCiX
TphoX 30Hax kopu H3. Otmxe, mediuut 11B-rigpokcuinasu € HaCHIAKOM
natosorii rena CYP11BI1.

Hedext 11B-rigpokcuiitoBaHHsS MOPU3BOJAWTL JI0 HEIOCTaTHHOIO
CUHTE3Y KOpTH30Jly, 110, B CBOK YEpry, BUKIHUKAE TINEPHPOTYKIIIO
AKTT, rinepcrumynsuiro H3, nOigBUIIEHHS NOPOIYKIIl MONEPEIHUKIB
dbepMeHTaTUBHOTO OJIOKY ajpeHaioBux crepoiiB (11-ae30kcukopTusony,
11-A0K) i angporeniB. 11-JJOK Mae mnomipHi MiHEpPaJIOKOPTHUKOIAHI
BJIACTHUBOCTI, TOMY 3a HOT0 HQJIMIIKY 3aTPUMYIOThCS HATpidl 1 piauHa B
opraHizMmi, 3HWKyeTbca APIL. JomaTKOBUM UYHMHHMKOM TilepHaTpieMil
Moxke OytH 1 18-rimpokcunboBanuii meradomit 11-AOK. I'inepHaTpiemis i
rinepBosieMisi pU3BOAATH 0 apTepianbHoi rineptensii (Al).

KuainiyHi nposiBu i cuMnromMu

IIpu kinouomy resoruni (46, XX) — npeHaTtaibH1 Ta NOCTHATaIbHI
o3Haku Bipumizamii 3CO (HecnpaBxkHil XKiHOUYMM repMadpoauTU3M) —
rineptpodiss kiiTopa i GOpMyBaHHS YpPOTE€HITAIbHOTO CHUHYCA; 4acTO —
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HEBM3HAYCHICTh CTaTli Npu HapoikeHHi. [IposBu Bipuiizaiii 3 BIKOM
IPOTPECYIOTb.

IIpun yosoBiuomy renorumi (46, XY) — mnependacHe craTeBe
JO3pIBaHHS 32 130CEKCYaJbHUM THIIOM: MAaKpOTE€HITOCOMISI, MirMEHTaIlis
3CO, cockiB, arpecuBHICTb, CTaTEBE PO3TralibMyBaHHS;, 3 2—3 POKIB —
NPUCKOPEHHA TEMIIB (PI3UYHOTO PO3BUTKY 1 O10JIOTTYHOIO BIKY.

Y niter o0ox crated 1m0 1,5-2 pokiB 3’SBISIETBCA CTAaTEBE
OBOJIOCIHHS, acne vulgaris, 3MiHa TeMOpy rosoca, rineptpodis M’s3iB,
OPUCKOPEHHS TEeMIIB (I3UYHOTO PO3BUTKY (32 MACKYJIIHHUM THUIIOM) 1
010JIOT1YHOTO BIKY.

[TigBuienHst aptepiaabHOro TUCKy (AT) BiAMIYAa€ThCSd B PAaHHBOMY
Billl, MPAKTUYHO 3 TIEPUIOTO POKY JKHUTTSA, aje uepe3 TPYAHOII
BumiptoBaHHs AT y manenbkux aiteid Al BusBisieTbest aumie Ha 3—4 poiri
KUTTS, 10 MOXE TMPU3BOJAUTH N0 TSHKKUX HACTIJIKIB — TreMOopariyHux
1HCYJIBTIB y AiTEH 3 1X iHBaJIiIM3al1li€r0 a00 HaBITh MEPEAYACHOIO CMEPTIO.

3a HAJUIUIIKY 1 1-11€30KCUKOPTUKOCTEPOHY PO3BUBAETHCA
TiNOKaJIIEMISl 3 XapaKTEPHUMU O3HaKamu (M’s30Ba CJIa0KICTh, MmapecTesii,
NOPYUIEHHS CEPIEBOr0 PUTMY, MOJIypiss, MOMIAUICIA 1 ajakajio3), MO0
cBiuath npo HaamipHuil cunre3 MK, npore APII ninBuiieHa.

B nepini poku KUTTS y IUX XBOPUX CIIOCTEPITAETHCA MPUCKOPEHUIN
JIHIMHUA PICT, OAHAK 30HU POCTY 3aKpUBaIOThCA 10 9-10 pokiB 1
OCTaTOYHHUM 3pICT Yy HUX HU3bKUKA (B MeXax KapJIuKOBOCTI YU
CyOHaHI3MY).

Hedext 17a-rinpoxcunasu (P450c17)

®epment P450c17 Biamosigae 3a 17-riApOKCUIIIOBAHHS MNPETHEHO-
JIOHY 1 mporectepony. JediuuT Horo Npu3BOAUTh A0 NOPYIIEHHS CUHTE3Y
KOPTU30JIy 1 aHAPOreHIB 0€3 MOPYIIEHHS CHUHTE3y ajlbJOCTEPOHY, IO
cupuunHsie Al', d4onoBiuuii mnceBaorepMa@poAUTU3M 1 TEPBUHHUI
T1IIOTOHAIU3M.

KaiHiYHI 03HAKH i CHMIITOMHA
e Al 3 1-2 poky XUTTA.

e (CuMNTOMHM TiNMOKATEMIi: M’s30Ba CJIA0KICTh, MapecTesii, Mosly-
pid, DOJIAUICIA.
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e Yogopiunii ncesaorepmadpoautuzm: 3CO MOXyTh OyTH TOB-
HICTIO (eMiHHMMH a00 YacTKOBO AaHJPOT€HI30BAHMMH, BHYTPIIIHI
YOJIOBIUl CTaTEBl OpraHu He JuQepeHIliiioBaHi, s€4YKa TINOIUIa30BaHi,
JIBOOIYHMI KPUNITOPX13M; MaTKa, MaTOUYH1 TpyOu aTpodoBaHi.

e 3aTpUMKa CTAaT€BOrO PO3BUTKY Yy JIBYAT MPU HOPMaAIbHO cop-
MoBaHuX 3CO 1 BHYTPIIIHIX T€HITAISAX.

e B nyOepraTtHOMY Billl PO3BUBAIOTHCS KJIIHIYHI 1 TOPMOHAJbHI
CUMIITOMU
NEPBUHHOIO TIOrOHAAN3MY (HE3aJIeKHO BiJl TEHOTHUITY).

Hedext 3p-rizpoxkcucrepoinaerinporenasu (34-HSD)

Hedinut 3B-rigpokcucrtepoinaeriaporenazu (3B-I'CJl) xapakre-
pU3YETbCS MOpYIIEHHSIM OlocuHTe3y mnporectepony, 17a-OH-IT Ta
aHJPOCTEH/IIOHY, IO MPU3BOAUTH JO MIHEpAJIO- 1 TIOKOKOPTHUKOITHOT
HegocTtaTHOCTI 1 repMmadpoautHoi O0ynoBu 3CO 4K y XJOMYMKIB, TaK 1 y
JIBUATOK, 1 XapaKTEPU3YEThHCS:

e CuHIpPOMOM BTPATH COJII.

e YactkoBoro anaporeHizamiero 3CO y miB4aTOK (3 BIAMOBIAHUM
reHotunoMm 46, XX) — rineprpodieto kiaitopa 0e3 GopMyBaHHS ypOreHi-
TaJbHOI'O CUHYCA.

e HemnoBHOIO aHJPOTreHi3aIli€l0 y XJIOMIIB (3 BIAMOBIIHUM I'€HO-
tunom 46, XY) — HeJOpO3BUHEHHS KAaBEPHO3HUX TiJI CTATEBOrO WIeHa Ta
TIIOCIIAIIETO.

Oznaku anomainii po3BuTKy 3CO BIIMIYAIOTHCA Y JITEH 3 BUPAKEHOIO
KJIIHIKOIO CHHAPOMY BTPATH COJI1 3 EKCUKO30M, 1110 MIBUJIKO PO3BUBAETHCH,
KOJIAIICOM 1 Kap/IIOT€HHUM IIOKOM.

Hedext StAR-nporeiny (P450scc) / 20,22-necmoiniazu

Hedext StAR-nporeiny (P450scc) / 20,22-necMonasu, sskuii Ha3uBa-
I0Th «YPOJ/KEHOIO JIINOIMHOW rinepruiaziero H3», BUSABISIETbCA ITyKe
PIIKO, TaK SK € HaWUTSKYOIO (bopMOIO YJIKH3. Bona XapaKTepU3yeThCs
MOPYIIEHHSIM 010CMHTE3Y yCiX KJIaciB CTGpOlJ:[lB sk B H3, Tak 1 B roHanax,
MO NPHU3BOIUTEL JIO  BHPAKEHOI MiHepajo- 1 IJIFOKOKOPTHKOITHOT
HEJIOCTATHOCTI y JiTed 000X cTaTeil, HECHpPaBXHHOTO YOJOBIUOTO
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repMapoAUTU3MY 1 IEPBUHHOTO T1MOTOHAAU3MY 3 HEMMOBIPHO BHCOKOIO
JETAJIBHICTIO.

[Ipn XKIHOYOMY 1 YOJOBIYOMY TIE€HOTHINl y LHMX XBOPUX CIIOCTE-
PITa€ETHCA TUIBKU KIHOUMN (PEHOTHUI. Y HOBOHAPOKEHUX XyomuukiB 3CO
chopMoBaH1 3a KIHOYMM THUIIOM (HECIpaBXHINA dYoyioBIiUMi Trepmadpo-
IUTU3M). Y BCIX XBOPUX BUpa)XKEHa TinepHirMeHTalls WKIpH.

KJUITHIKO-JABOPATOPHA JIAT'HOCTHUKA

JiarHocTuka 21-rijpoKCcuiIa3Hol HeIOCTATHOCTI 3ACHOBAHA HA:
e AHaii3i KJIIHIYHUX TPOSIBIB
e AHaii3i eJIEKTPOJITHUX MTOKA3HUKIB
e ['OpMOHaJIBHUX AOCIIIKEHHIX
e MoJeKyasIpHO-TEHETUUHOMY aHai31

HeonaraneHa  jgiarHoctuka  21-riIpoKCWIa3HOI  HEIOCTATHOCTI
IPOBOJUTHCS Y HOBOHAPO/KEHHMX, IO MalOTh OICeKCyallbHy OyaoBYy
30BHINIHIX TEHITAMN (3 KIiHIKOIO ab0 0e3 KIIHIKM BTpaTh codil) 1 Yy
XJIOMTYUKIB 3 KJIIHIYHUMH NPOSIBAMHU CUHIPOMY BTPATH COJI.

JuTtuHa, HapoJkeHa 3 OiCeKCyallbHOIO OyJ0BOIO  30BHIIIHIX
TeHITaJ i, MOBUHEH OYyTHM HETaHO OIJIIHYTUH TE€HETUKOM, IEeIIaTpOM-
EHJIOKPUHOJIOTOM 1 MEA1aTPOM-ypOJIOTOM, SIKi MAlOTh JIOCB1J A1arHOCTUKHU
Ta BeAeHHA XxBopux 3 Y JIKH3.

[Ipy mnEepBMHHOMY OIJISIII OCHOBHMM 3aBJIaHHSIM € BHU3HAYMTH,
NajJbYIOThCSI TOHAAW B 00JIACTI PO3IMICTJICHOT MOIIOHKH (BEJIUKUX
cTaTeBHUX I'y0) abo Mo X0y maxoBoro kaHainy. ['oHaau, 110 TaIbIyIOTHCS
PO3IIHIOIOTHCS SIK TECTIKYJIN. [x HasIBHICTD 103BOJISIE BUKIFOUNTH nediruT
21-riapokcunasu. JludepeHiianibHUil  J1arHO3 Yy  IbOMY  BUMAJIKY
IPOBOJMUTHCS MIXK JUCTEHE31€H0 TECTUKYN 1 pI3HUMHU (HOpMaMU MOMMII-
KOBOro 4ousioBiyoro repmadpoautusmy. IIpoBoauThcs yiabTpa3ByKOBE
JOCIIIKEHHSI OpraHiB Majioro Ta3a. HasBHICTP MaTKM 1 TNaJbIIOBAHUX
TOHAJ CBIIYUTH MPO AUCTEHE3II0 TECTUKYN (PIAKO — PO CHpaBXkHIN
repmapoautusm). BiACyTHICTP MaTKM TpUW TaJbIIOBAaHUX TOHAJAxX
CBIIUMUTh TMpO XUOHUWA 4YoJoBIUMKA repmadpoauTH3M. BiACyTHICTB
NajJblIOBaHUX TOHAJA y JIUTHUHU 3 OICEKCYyaJbHOIO OYJ0BOIO 30BHIIIHIX
TeHITAIIM 3HAYHO MIJABHUIYE WMOBIpHICTh 21-TiIpoKCcUiIa3HOro aedinury.
VY 1boMy BUIAAKY HEOOX1THO HETailHe TOPMOHAJIbHE OOCTEKECHHS.
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OCHOBHUM KpHUTEPIEM TOPMOHAIBHOI [I1arHOCTUKHU 21-TiApoKCH-
JIa3HOI HeAOCTAaTHOCTI € miaBuieHHs piBHA 170-OH-IT B cupoBariii kpoBi.
3mict 170-OH-IT npu knacuyHux Qopmax 3aXBOPIOBAHHS B JECATKHU 1
COTHI pa3iB IMEPEBUILYE HOPMATUBHI I BIKY TUTUHM MOKa3HUKU. [Ipu
coJibyTpaTH1i (opmi 3aXBOprOBaHHs cepeaHii pieHb 170-OH-II B nepion
HOBOHapoKeHOoCcTl mepeBuinye 300 HMONB/, y AiT€dl 3 BipHIBHOIO
dopmoto piBerb 17a-OH-IT Tpoxu Huxue, ane nepeBuurye 100 HMOIB/I.
VY HenoHOIIEHUX MAiTeH, JITEH, fKI MEPEHECIU BaXXKy pPOJIOBY TpaBMY,
HApO/KEHHX 3 HU3bKOI0 Barow MNpH HOPMaJIbHUX TEPMIHAX TrecTarii
piBedb 170-OH-IT moxe OyTH MiABUINEHUM MpPHU BIACYTHOCTI ACPILUTY
21-rigpokcunasu. Y 1IHMX BHUIAJKaX PEKOMEHIYEThCS KpaTHE BU3HAYEHHS
piBHs 170-OH-IT (2-3-4 pa3u 3 iHTepBasioM S5-7 NIHIB). 3HUKECHHS PIBHS
170-OH-II B jguHamili A03BOJISIE  BUKIIOYUTH 2 1-TiIpOKCHIIa3HY
HeJoCcTaTHICT,.  BusHauenHss piBHa  17a-OH-II  moka3zano  Bcim
HOBOHAPOJ/IPKEHUM JITAM, SIKI MAalOTh aHOMaJbHy OYJIOBY TEHITAIN MpHU
BIJICYTHOCTI MaJIbIIOBAaHUX TECTUKYJIB. IlapanenbHO MPOBOAMUTHCS
KapioTunyBaHHs. Bussnenna kapiotuny 46, XX y nutuHu 3 Oicekcy-
aJbHOIO OyI0BOIO 30BHIIIHIX reHITalii 3 95 % HMOBIPHICTIO CBITYUTH MPO
HasBHICTH 2 1-TigpokcunasHoi HepocTaTHOCTI. Bucokuii piBens 17a-OH-I1
OCTaTOYHO MiATBEP/IKYE JA1arHO3.

Po3BuUTOK cosbyTpaTHOro Kpuzy npu naediuuti 21-rigpokcunasu
PIIKO CHOCTEPIraeThCsl y HOBOHAPOKEHUX 1 AITEH NMEepIINX 7 THIB AKUTTH.
Jlo OoTpuMaHHS TOPMOHAJbHUX JaHUX, IO MIATBEPKYIOTh abo
BUKJIIOUAOTh 21-TiApOKCUIIA3HY HEIOCTATHICThb, BCIM MAITSAM, IO MaloTh
aHOMaJbHy OyIOBY T€HITalill MpU BIICYTHOCTI MAJIbIIOBAHUX TECTUKYJIIB
HEOOXITHO TPOBOJUTH MOHITOPUHI PIBHS €JIEKTPOJITIB 'y KpPOBI.
Hapoctannsa piBHst K 1 3HM>KeHHST piBHS Na, CynpOBOKYIOTbCS KJIIHIY-
HUMU TOPOSBAMU COJbYTPATHOTO CHUHJIPOMY y JAMTHHU 3 O1CEKCYaJIbHOIO
OyZOBOIO TeHiTanmid, ciaig po3risgaTd Sk nposs  jaedimuty  21-
TiApOKCUIAa3y 1 HErallHO MPU3HAYATH TEpaIilo, HE YEKAI0UU pe3yJbTaTiB
ropMoHanpHoro asamsy. HasBHicts 21-rigpokcunazHoro aedinuty y
HOBOHAPOJIPKEHUX XJIOMYMKIB MOXJIMBO 3aI1JJ03PUTH JIUIIE NPU HASIBHOCTI
CUIBYTPATHOTO CUHApOMY. IIpu TmOsIBI Takux CUMIITOMIB, SIK IOraHa
npubaBKa Barv, 3pUTYBaHHs, PIAKI BHUIOPOXHEHHS, HapocTaroya
Jeriaparaliisi, He0OXiJHO HeraliHe BHM3HAYCHHS €JEKTPOJITIB KpoBi. I[lpu
BUSIBJICHHI TiNepKalieMil, TIMOHATPIiEMIT 1 HAPOCTAIOUOI JerigparTaiii BCiM
HOBOHAPOJ/PKEHUM  XJIOMMYUKAM HEOOXIIHO TMPOBOAUTH  BU3HAUYCHHS
170-OH-II.
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[IpocTa BipuibHa opma 3aXBOPIOBAHHS Y XJIOMYHUKIB B MEPIIANA PiK
KUTTS MPAKTUYHO HE JIarHOCTYeTbcsl. HasBHICTH 3aXBOPIOBaHHS MOXKE
OyTH 3aliIO3pEHO Ha MIJCTaBl CHUMMOTOMIB NEPEAYACHOTO CTAaTE€BOTO
OBOJIOCIHHSI, BUNIEPEIKEHHI JIIHIHHOTO POCTY 1 TEMIIIB KICTKOBOT'O POCTY.
[li cuMnToMu 3a3BUYaldl BUABISIOTECS 10 3—5 pokiB. o MoOMeHTy
NOCTAHOBKM JIIarHO3y Y XJIOMYMKIB € BXKE€ 3HAYHE BUIEPEIKECHHS
KiICTKOBOrOo BiKy. Kputepiem JlarHOCTMKM € MiABUIICHUNA pIBEHb
170-OH-II.

BciM nmiTsM 3 11arHOCTOBAaHMM Ha TJICTaBl KJIIHIYHUX Ta TOPMO-
HaJbHUX JaHuX JedinuroM 21-rigpokcuiiazu HEOOXIJHE IPOBEICHHS
MOJIEKYJIsipHO-TeHeTuuHoro aHamizy reHa CYP21. ¥V 90 % mnarieHTiB
3ycTpluaeThesa ofHa 3 12 HaitOinbin yactux mytailii B redi CYP21, tomy
e(EKTUBHUM, IIBUJKUM 1 EKOHOMIYHUM METOJIOM MOJIEKYJISIPHOTO aHai3y
€ anenb-crienu@iuHa moiMepasHa peakiiis. JlocmipkeHHs: MyTalliil B reHi
21 7[03BONUTH MPOBECTU AU(PEPEHIIaTbHUNA M1arHO3 MDK Jedinurom
21-rigpokcunazun 1 11B-rigpokcunasun —  TrinepToHIYHOI  (popMoro
BPO/XKEHOI TUCQYHKIII KOpU HAJHUPHUKIB, IO Ma€ MOJIOHY KIIHIYHY
KapTUHY 1 CYNPOBOKYEThCS TOMIpHUM miaBuiieHHAM 170-OH-I1. Kpim
TOTO, HAsBHICTh MyTallll Yy AWUTHHMU 1 MIATBEPIHKEHHSI I€TEPO3UTOTHOIO
HOCIMCTBAa MYTaHTHOIO T€Ha B OaThKIB JIO3BOJIMTH  MPOBOAUTH
npeHaTajJbHy A1arHOCTUKY 3aXBOPIOBAHHS IMPU HACTYIHHUX BAriTHOCTSX Y
Marepi.

Hiarnoctuka 1 audepenmiamiga pizHux kiaiHiyHUX (Qopm YJIKH3
O0a3yeTbCsi HA AaHAMHECTUYHUX, KIIHIYHUX, MOapakIiHIYHUX JIaHUX,
000B’SI3KOBUX 1 1I0JIaTKOBUX FTOPMOHAIBHUX OOCTEKCHHSIX.

Kuainiuni 000B’13K0Bi 00CTe:KeHHS BKJIKYAKOTH:

e OIIiHKY (D13UYHOTO PO3BUTKY (3PICT, Maca Tina), OyI0BH Tiia;

® OIIIHKY CTa/lli CTaTEBOr0 PO3BUTKY;

® OIS 30BHIIIHIX CTaTEBUX OpPraHiB 3 BHU3HAYEHHSM CTYIEHS
BIpUJII3AIlli;

® BH3HAYEHHSA apTEPiajIbHOTO TUCKY.

IapaxkiiHiyHi JOCTIAKeHHS nepeadavaTh:

® peHTreHorpadio KUCTeN pyK (BU3HAYEHHS «KICTKOBOTO» BIKY);

® [[UTOTCHETUYHE JIOCIIKECHHS;

e mnposeacHHs Y3/l opraHiB Majioro tasa (MOIIyK MaTKH 1 S€YHUKIB,

OIliHKa TXHBOTO CTaHy B OCi0 3 YOJOBIYMM (PEHOTHIIOM 1 KapioTUIIOM 46,
XX);
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® BH3HAYECHHS KOHIEHTpAllli EJEKTPOJITIB y CHUpPOBATIl KpOBI
(kamito, HaTpIIO, XJIOPY) Ta TIIIOKO3U B KaIlUISPHIN KPOBI.

3BaXKaroud Ha 3arajbHi OCOOJMBOCTI TOPMOHAIBHUX 3MIH TIpH
YAKH3, 000B’43K0BI TOPMOHAJIbHI JOCTIKEHHSI Mepea0adyaroTh BHU3HA-
YEHHS:

e BMmicTy KopTu3zoiy (B 6.00-8.00) y cupoBarTili KpOBi,

e AKTT y cupoBariii KpoBai,

o APII,

e no06oBoi ekckpemnii 3 ceueto 17-KC, 17-OKC, 11-OKC uu
BUIBHOTO KOPTHU30Y.

CTOCOBHO BM3HAYE€HHSI BMICTY CTE€pPOIJHUX FOPMOHIB Yy KpOBi 1 ceui
CJIJ TIaM’SITaTH, 110 Y 3B’SI3KYy 3 MEPIOJAMYHOIO IMYJIHLCOBOIO iX CEKpEII€IO,
OJIHOPA30BE€ JIOCIIKCHHSI KOHIICHTpaIlli TOPMOHY Yy KPOBI HE 3aBXKIHU €
1HQOpMAaTUBHUM, OCKIJIBKM MOE€ BiIoOpakaTh MaKCUMYyM IYJbCy
CEKpellil 4¥ MIHIMyM HOro y NpPOMIXKKY Iepe] HACTyIHUM 3ajrloM
cekpelli ropMoHy. JIjs HiBeMIOBaHHA i€l OCOOIMBOCTI PEKOMEHIYETHCS
BU3HAYaTH TOPMOH y KPOBI, OTPUMAaHIN 13 CyMillll TphOX 3pa3KiB, B3SITUX Y
XBOPOro BpaHili Hartiie 3 npomixkkoM 40-50 xBunuH y nepioa 3 6.00 mo
8.00 roa. B Toli ke yac BHU3HAYEHHSI TOPMOHY Yy cedl, 310paHiid 3a 100y,
O1JIBIII aJIEKBATHO B1JI00paka€ HACUUEHICTh OPTraHi3My TOPMOHOM.

Jns  npoBeaeHHsT JU(EpPEHIIHOT M1arHOCTUKKA 1  YTOYHEHHS
OCTaTOYHOTO J11arHO3y MPOBOJATH JOJAATKOBI TOPMOHAIBHI JOCIIIKEHHS B
3aJIEKHOCTI BiJ KJIIHIYHOI (popMH (EPMEHTHOTO Je(PEeKTy aapeHaIoBOro
CTEPOIIOTEHESY.

Ilpu nioo3spi na oegpexm 2I1-ciopokcunasu 00OOB’SA3KOBO JIOCHI]I-
KYIOTh y cupoBatil kposi 170-OH-IT*, JIEAc*, 3aranbuuii Ta BiabHUN T*.

Ilpu nidospi na nisnio (Heknacuurny) gopmy i npu iHWUX opmax
VIIKH3 3 namonocieio cmamegozo po36umky abo 3a Hasa8HOCMI CUHOPOMY
einepanopozenii — N0JJaTKOBO BU3HAYAIOTh y cupoBartiii KpoBi JII'™*, OCI™*,
€CTpPOreHu™, mporecTepoH™*, mNponakTUH™, TIOOYIIH, SKUI 3B’S3ye€
CTaTeBl cTepoiau («CceKccTepoin3B’s3yrounii rmooyminy), TTI, C-nentun
(a6o IPI), CTT', IOP-1.

3a HasBHOCTI HempaBwibHO chopmoBanux 3CO mpu KapioTwuii
46,XX ab0 NepBUHHOI aMEHOpPET (MPU «HETATUBHOMY» MTPOTr€CTEPOHOBOMY
TECT1) XBOPUM IIPOBOJIUTHCS TeHIKOTrpadisi.

JlonaTkoBl OOCTEXEHHS npu nioo3pi Ha 2inepmeH3iuny hopmy
VJIKH3 BKI10YalOTh JOCHIIKEHHS Y CUPOBATII KPOB1 aubJ0CTEPOHY (A) i
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APII Ta ix cmBBigHomenHs (A/APII), 1 BUKOHaHHS BiJIIOBIIHUX
(YHKIIOHAIBHUX TECTIB, & Tak0Xk MPT rojgoBHOTO MO3KYy 1 KOHCYJIbTallil
CYMIKHMX CHEIIaTICTIB.

Ipumimxu.

* — y MIBYATOK-MIJIITKIB 1 MOJIOJUX KIHOK, Y SKUX € MEHCTPYaJTbHHUM LMK
(ML), nocmimkxeHHsT TOPMOHY poOdATH Ha 5-7 nenp MI, a sKimO BiIMIYa€eThCA
NEepPBUHHA aMEHOpes. — TOPMOHAJIbHI 0OCTEKEHHS IPOBOASATHCS Yy OyAb-SIKUN JICHB;

*# — y NIBYATOK-MIJUTITKIB 1 KIHOK, Y skux € ML, mociimkeHHs TopMOHY
poOsTh HA 22-24 NeHb, a SKIIO € ePBUHHA aMEHOPEsI, TO TOPMOHAIbH1 00CTEXEHHS
BUKOHYIOTbCS y Oylib-kuil 1enb M11.

JiarHocTu4Hi KpuTepil pizHux Ho3oa0rivHux Gopm Y/IKH3

Hediunt 21-rigzpoxcunaszu (P450c21) xapakTepusyeTbCcsi TUIIOBOKO
KJIIHIYHOIO KapTHUHOIO (JIMB. BUILE), a JaOOpAaTOpHE Ta 1HCTPYMEHTAJbHE
00CTEKEHHSI BUSIBJISIE:

Ipu gipunvniii hopmi knacuunii:

KOHILICHTpAIIisl €JIEKTPOJIITIB 1 TJIFOKO3HU Y KPOBi B HOpMI
KOHIIEHTpAIlisl KOPTU30JIy — 3HAYHO 3HUKEHA
konnentpaiist AKTI, JIEAc, T, APII- nigBuiieHa
170-OH-II — 3nauno niaBuiieHa (Ouibiie HiX y 10 pa3iB)
nobosa exckpetisi 17-KC 3HauHO mijgBUIlleHA

nobosa exckpetisi 17-OKC — 3Hn»xkeHa
JEKCAaMETa30HOBHUM TECT — «IIO3UTUBHUI»

e V3]l (abo KT) H3 BusiBisie ABOOIUHY TiNepIuiasito, a BHYTPIIIHI
TeHITaJIil pO3BUHYTI BIJIMOBIHO JO T€HOTHUITY.

Ilpu cinvympammniin ¢popmi (Knacuuniii) 11arHOCTYETHCS:
rinepkaiieMisi, NnoOHATPIEMIS, TIIOMTIKEMIs, IO MOCUITIOIOTHCS
koHueHrpaiis y kpoi AKTT, JIEAc, T — migBuiena
170-OH-II Ta APII — 3Hauno nigBuieHi (Oubiie HiXK y 10 pasiB)
noboBa exckpertisi 17-KC 3HauHO mijgBUIlleHa
noboBa exckpetisi 17-OKC — 3HuxkeHa

® JICKCAMETa30HOBUM TECT HE MPOBOAMUTHCS, TAK SIK YTOUHEHHS
J1arHo3y HE Mae€ YTPYIAHEHb, a CTaH TaKMX XBOPHUX HAIATO TSHKKUN 1
noTpedy€e HEBIIKIATHOT MEIUYHOL IOTIOMOTH
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e V3]l (a6o KT) H3 BusBisie 7BOOIUHY rinepruiazito, a BHYTPIIIHI
reHITaJIil pO3BUHYTI BIJIMOBIHO JO T€HOTHUITY.

Ilpu ni3nin (neknacuumiit) ¢popmi Maitke BCi J1adopaTOpHi
MOKa3HUKHU B HOPMI, JIUILIE:

® TIOMIPHO MIJBHUILEHI a00 3HAXOASTHCS HA BEPXHINA MEXI HOPMHU
piHi 170-OH-IT, JEAc1 T

e 1iJBHIIEHA J1000Ba ekckperis 17-KC

[Ipu 101aTKOBOMY TrOPMOHAIBHOMY OOCTEXXEHH1 BUSIBIISIETHCS

e sHkeHHs koHHeHTpauii JII' 1 ®CI" y kpoBi (mpu HOpMaIbHOMY
iX CITIBB1JHOIIICHHI)

® [IiJIBUILICHHS PIBHS MIPOreCTEPOHY B KPOBI

® JICKCAMETa30HOBUW TECT «IO3UTHUBHUIY, ajie MPOBOJUTHCS JIUIIIE
npu 3HaYHOMY 301nb1IeHHI 1000BOi ekckpenii 17-KC, piBuiB JJEAc 1 Ty
KPOBI.

Heonamanovnuuii cKpuHninz TPOBOJUTHCS Y HOBOHAPOIXKEHUX, SIKI
MaroTh OicekcyanbHy 0ynoBy 3CO, 1 y XJIOMYMKIB 3 KIIHIYHUMHU MPOSIBAMU
CUHJPOMY BTpPAaTH COJIi, 3 TIMEPKAIIEMIEIO 1 TIMOHATPIEMIEID, & TAKOXK 3
MakporeHiTocomiero. HeoHaTanbHUN CKPUHIHT mependavyae BU3HAUYCHHS
piBHs 170-OH-II y kposi.

Hegiuut 11p-rinpoxcuinazu (P450c11) xapakrepu3yeTbCsi TAITOBOKO
KJIIHIYHOIO KapTHUHOIO (JIMB. BUILE), a JJaOOpaTOpHE Ta 1HCTPYMEHTAJbHE
O0OCTEKEHHSI BUSIBIISIE:

Ilpu knacuunii hopmi:

® TIMOKaJieEMIs

® TiNepHaTpieMis

e 3HauyHe MiJBHILECHHS piBHIB 11-ne3okcukoptuzony 1 11-JJOK y
CUPOBATIIl KPOBI 1 iX METa0OMITIB y ceyi
BMICT KOPTH30JIy Y KPOBI 3HAUHO 3HM>KCHUH
AKTT, IEAc, T — niaBuineHuit
APII — 3HmkeHa
koHueHrtpaiis 170-OH-IT y kpoBi HOpMasbHa
noboBa exckpertisi 17-KC 3HauHO mijBUIlleHa
noboBa exckpetisi 17-OKC — 3HuxkeHa
JEKCAMETa30HOBHUM TECT — «IIO3UTUBHUI»
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e V3]l (abo KT) H3 BusiBisie ABOOIUHY TilepIuiasito, a BHYTPIIIHI
reHITaJIil pO3BUHYTI BIJIMOBIHO JO T€HOTHUITY.

Ilpu ni3nin (neknacuumniit) popmi Maitke BCi J1adopaTOpHi
MOKa3HUKHU B HOPMI, JIUILIE:

® TIOMIPHO MiJBUIIECHI a00 3HAXOASATHCS Ha BEPXHIA MEXI HOPMHU
piBHi 11-ge3oxkcukoptuzony, 11-JJOK, IEAc 1 T y kpoBi 1 ix MeTaboJIITH Y
ceui

e 1iBHIIEHA J1000Ba ekckperisa 17-KC.

[Ipu 10IaTKOBOMY TrOPMOHAIBHOMY OOCTEKEHH1 BUSBIIAE€THCS:

e s3HwkeHHs piBHIB JII' 1 ®CI" y kpoBi (Ipu HOpMaJbHOMY iX
CITIBB1THOIIICHH])

® [IiBUILICHHS NPOreCTEPOHY Y KPOBI

® JICKCAMETa30HOBUU TECT «IO3UTUBHUI», ajle MPOBOAUTHCS JIMIIIE
npu 3HauyHOMY 30UTblIeHH] 1000Bo1 ekckpeii 17-KC, Bmicty [IEAc1 Ty
KPOBI.

Heonamanovnuuii cKkpuninz 311ACHIOETHCS Y HOBOHAPOKEHUX, SKI
MaroTh OicekcyasbHy Oyz0By 3CO 1y XJTOMYMKIB 3 KIIHIYHUMHU NPOsSIBAMU
CUHJPOMY BTPATH COJIl, 3 TINEPKAIIEMIEIO 1 TIMOHATPIEMIEIO, @ TAKOXK 3
MakporeHiTocomiero. HeoHaTanbHUN CKPUHIHT mependavae BU3HAUYCHHS
piBHIB 11-ne30kcukoptuzony i 11-JOK, APIT 1 AKTI y kpogi.

Hedpiuut  170-rigpoxcunsizu  (P450c¢17)  xapaxrepusyerncs
TUIOBOK KJIIHIYHOKO KAapTUHOK (IMB. BHINE), a JaboparopHe Ta
IHCTpyMEHTaJIbHE OOCTEKEHHSI BUSIBJISIE:

Ilpu knacuunii popmi:

TINOKaJIEMIIO

rinepHaTpieEMiio

3HAYHE MiABUIIEHHA KOHIEHTpAIli ajJbJOCTEPOHY Y IJIa3Mi KPOBI
pPIBEHb KOPTU30J1Y Y KPOBI 3HAUHO 3HUKEHUI

e APII — 3HwxeHa (Ha BIAMIHY BIJl IHIIMX HO30JIOTTYHHUX (Popm
YKH3);

e AKTI — miuBuieHunit

e 170-0H-IT — B HOpMI

e xonuenrpauis JJEAc 1 T y kposi, noooBa exckperiss 17-KC 1 17-
OKC 3Ha4HO 3HUkKEHI

® JICKCAaMETa30HOBUW TecT 1 mnpobda 3 mnpusHaueHHsM [K -
«MO3UTUBHI.
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e V3]l (abo KT) H3 BusiBisie ABOOIUHY TilepIuiasito, a BHYTPIIIHI
reHITaJIil pO3BUHYTI BIJIMOBIHO JO T€HOTHUITY.

Ilpu nizunin (nexnacuuwniig) gopmi: wmaiixe BCl J1abopaTOpHi
MOKa3HUKHU B HOPMI, JIUILIE:

® TIOMIPHO MIJABUIIECHUIN a00 3HAXOAUTHCS Ha BEPXHIA MEX1 HOpMHU
pIBEHb aJIbJOCTEPOHY

® BIJIMIYA€THCS OMIPHA T1MOKAJIIEMIsA, TITOHATPIEMIS;

e Bucokuil BMmict JII' 1 ®CI' y KkpoBi (mpu HOpPMaAIBHOMY iX
CITIBB1THOIIICHH] )

® 3HIDKECHHS KOHLEHTpALlll CTAaTEBUX CTEPOIJIIB Y KPOBI

e jekcaMmerazoHoBuil Tect, mpoda 3 AKTI 1 XopioroHiHom —
«MO3UTUBHI.

Hediunt 3B-rinpoxcucrepoinaerigporenasu (3p-HSD)
XapaKTEePU3YETHCS TUIIOBOIO KIIIHIYHOIO KAPTUHOIO (UB. BUILE), a
nabopaTopHa Ta IHCTpYMEHTAJIbHA A1arHOCTUKA BUSIBJISIE:

Ilpu knacuunin (cineympammniit) ¢hopmi 11arHOCTYETHCS:

® TinepKaigieMis, IOHATPIEMIS, TIHOTIIIKEMIs, SIK1 TTIOCHUITIOIOTHCS

e pisenb AKTI, JIT', ®CT" y kposi 1 APII, AS5-ctepoiniB — 3Ha4HO
niaBuieHui (Outbie Hix y 10 pa3iB)

® piBEHb KOPTU30I1Y, AIbAOCTEPOHY 1 T — 3HAUHO 3HUKEHUH.

e no6oBa ekckpetisi 17-KC 1 17-OKC — 3Ha4HO 3HMKEHA

® JICKCAMETAa30HOBUI TECT HE MPOBOAUTHCS

o «llo3utuBHi» npodou 3 AKTI i1 xopioroHinom, aie i mpoOu
BUKOHYIOTHCS JIMILIE ITIC/IST HOpMaJlizallli cCTaHy XBOPHX 1 JIIKBIAAIlli O3HAK
CHUHJIpOMY BTPATH COJI1

e V3]l (a0o KT) H3 BusiBisie AB0OIUHY TimnepIuiasito, a BHYTPIIIHI
reHITaJlil pO3BUHYTI BIAMOBIIHO O TEHOTUIY, aJie TIOIJIa30BaHi.

Ilpu ni3nin (neknacuumiit) popmi Maitke BCi J1abopaTOpHi
MOKa3HUKHU B HOPMI, JIUIIIE:

® TIOMIPHO MiJBUINECHI a00 3HAXOASATHCS Ha BEPXHIA MEXI HOPMHU
APII 1

koHtenTpartist JII', ®CI" y kpoBi

® 3HIDKECHHS PIBHA CTAaTEBUX CTEPOIJIIB Y KPOBI

e 1poba 3 AKTI 1 XOp10roHIHOM — «IIO3UTHUBHA.

Hepinur  StAR-nmporeiny  (P450scc) |  20,22-necmosiazu
XapaKkTEPU3YEThCS KIIHIYHUMU 1 JA0OpaTOPHUMU O3HAKaMU TSKKO1
HEJIOCTATHOCTI TUIFOKO- 1 MIHEPaJOKOPTUKOIAIB (3 TiNeprirMeHTall€r0
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IIKIPH, CIU30BUX OOOJIOHOK 1 BKpal TSKKMUM CHUHAPOMOM BTpATH COJIl) Ta
CTaTEeBUX CTepoidiB mpu 3HauHoMmy miaBuiieHH1 piBHA APIT 1 AKTI y
KPOBI.

Bipudikanis giarnosy i yrounenHs Hozonoriynux ¢gopm YJIKH3
3MIMCHIOETBCSL 3@ JOMOMOTOK MOJIEKYJIIPHO-TEHETUYHOrO aHali3dy Ta
METO/IIB 11eHTU(IKallli reHa:

e nedexrt 21-rigpokcunasu (P450c21) — CYP21,
11B-rigpokcunaszu (P450ci1) — CYP11Bl,

1 7a-rinpokcunasu (P450cl17) — CYP17,
3B-rigpokcuctepoinaeriaporenasu (34-HSD) — 3B3-I'CH2,
nedext StAR-nipoteiny (P450scc) / 20,22-necmonasu — StAR-reH.

HEOHATAJIbHUM CKPUHIHI HA YJIKH3

Bnepiie HeonatanbHuit ckpuHinr Ha Y JIKH3 OyB BnpoBamkeHuil Ha
Anscui B 1977 poui. Jo 1991 poui nporpamy HEOHATAJIbHOTO CKPUHIHTY
BrpoBaauiau 29 kpain cBity, y 2006 poui ckpuniar Ha Y/IKH3 Oys
BIpoBapkeHUN Takox y Pocii. BianosigHo no pexomenaaniin BOO3 npu
BUOOpPI  MATOJIOTIT  JJIA  HEOHATAJIbHOTO  CKPUHIHTY  BpPaXOBYIOTb
NOIIMPEHICTh Ta BAXKKICTh 3aXBOPIOBaHHS, JOCTYHHICTh 1 €()EKTUBHICTD
JIKyBaHHS, HasBHICTh MeToAuku ckpudinry. YJIKH3 BinnmoBignae Bcim
KPHUTEPiAM IS BKJIKYEHHS B IPOrPaMy HEOHATAJIBLHOI0 CKPUHIHTY:

e Bucoka yactora nmomupeHocTi: ouikyBaHa B Ykpaiui 1:10000.

e Bucoka J5eTambHICTh XJOMUYUKIB 3 CUIBYTPATHOIO (HOPMOIO
3aXBOPIOBaHHA — BUIE 35%.

e Bucoka yactora NOMWUJIOK BHU3HAYEHHS CTaTi y [IBYATOK 3
BaXXKOI0 (hopmoto Bipuiizali — Buiie 30%.

e [li3Hs miarHOCTHKA BIpWIBHOI (POPMHU — y XJIOMYUKIB Y 5 POKIB, Yy
JIBYATOK — B 2,8 POKH.

e HasgBHIiCT, BHCOKO cHenu(pIyHOro 1 YYyTJIUBOTO Mapkepa
ropMoHajbHOI aiarHoctuku 170-OH-IT.

e Brucoka e()eKTUBHICTh 3aMiCHOI TOPMOHAJIBHOI Teparii.

bazamopiunuii  0ocei0 nposeedennsa CKpuHiHZy 008i8 GUCOKY
MEOUYHy ma eKOHOMIYHY e(heKmUBHICMb CKPUHIHZY, Mema AK020:

® TIPOBOJMUTH JOKJIHIYHY J1arHOCTUKY 1 aJ€KBATHY Tepamiio 0
PO3BUTKY 3arpO3JIMBUX CUMIITOMIB;
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e 30ajaHcyBaTU OOMIH PEUOBUH, YHUKHYTH CIJIbYTPATHUX KPU3IB;

® KOPEKTHO 1IeHTU(PIKYBATH CTaTh y JIBYATOK;

e 3a0€3MeUYUTH HOPMAJbHUM PICT Ta PO3BUTOK MOITEH, 3am00IrTH
NepPEeYacCHOMY CTaTEBOMY JO3PIBAHHIO Ta CKOPOYEHHIO KIHIIEBOTO POCTY
TITEH.

B ocHOBI CkpuHIHTY JIe)kUTh BU3HaueHHs piBHA 170-OH-II y cyxiii
IUISIMI KPOB1 Ha (PIBTpYBaIbHOMY Hamnepi iIMyHO(DEpPMEHTHUM METOJOM 3
BUKOPUCTAHHSAIM (OTOMETPUYHOI a00 (IOOPOMETPUYHOI JETEKIl 3a
JIOTIOMOTOI0 CTaHIApTHOTO HAaOOpy. 3alip 3pa3KiB KPOBI MPOBOJSITH HA 3-
5-y noOy micisg HapOJXKEHHA B MoJoroBomy OyauHKy. [lismu Kposi
OTPUMYIOTh OJIHOPA30BUM IPOCOYEHHAM  (UIBTPYBAJIBHOIO TAaIepy
Kparuier0 KpoBi, KA yTBOpWJIACS HA MICI[l MYHKIIl I’SATH AUTHUHU. Lls
npolenaypa BUKOHYETbCS OJHOYACHO I CKPUHIHTY Ha BPOIKECHUUI
rinoTupeo3 1 (EHUIKETOHYpPito. 3pa3kd KpPOBI  BIAMPABIAIOTHCA B
CIeliaaizoBaHy JJabopaTopiro MEIUKO-TEHETUYHOTO IIEHTPY.

JlaGopatopiss BUKOHYe nochiikeHHs: piBHSA 17a-OH-II, mpoBoauTh
BUOIPKY TO3UTUBHUX pE3yJbTaTiB 1 TMOBTOPHO TECTyE CYMHIBHI
pe3ynbTaty, s TOHOIIEHUX 1 HEOHOUIEHUX JITeH, BUKOPUCTOBYIOTHCS
pi3H1 HOopMatuBHI ctaHaapTu piBHA 17a-OH-IT (auB. Tabn. 4, 5). binbwm
Bucoka koHueHTpalisa 170-OH-II y HedoHOIIEHUX IiTed MOSCHIOETHCS
(YHKI[IOHAIBHOKO ~HE3PUIICTIO METAa0OJIYHUX MPOLECIB Yy MEYiHI],
EKCKPETOPHOI (PYyHKIIIT HUPOK, OLIbIII HU3bKOIO aKTUBHICTIO (pepmeHTy 11-
TiApOKCUIa3d B PE3yJIbTaTi HAJHUPKOBOI HE3PLIOCTI 1 OLIbII BHUCOKUM
piBHeM AKTT sik Haciigok ctpecoBoi peakitii. [{o 9-10 aHs KUTTS AUTUHU
nabopaTopHa 00pOOKa pe3ynbTarTiB MOBUHHA OYTH 3aKiHUEHA.

Tabnuys 4
JonoweHi aiTu (cTpok recraumii > 37 Hegesab, Bara > 2000 r)

Pisens 17a-OH-I1 (HMOB\1) [aTepnperariis
<30 JlutuHa 310poBa
30-90 Pe3ynpTaT CyMHIBHUMN, HEOOXITHE

noBTopHe Bu3HaueHHs1 170-OH-II B
KOHTPOJIbHOMY 3pa3ky isiMu. [Ipu moBTOpHOMY
OTpUMAaHH1 aHAJIOTTYHHUX JJAHUX — BIATIPABICHHS
iH(hOopMaIlii 3a MiCIIeM MTPOKUBAHHS JUTHHU.
>90 Pe3ynbpTaT NO3UTUBHUMN, BITIPaBICHHS
iH(hOopMaIIii 3a MiCIIeM MPOKUBAHHS
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Tabnuys 5
Henonomeni aitu (cTpok recrauii 33-36 Tu:xkui, Bara < 2000 r)

Pisens 17a-OH-I1 (HMOmB\1) InTepnperarris
<60 Jlutuna 310poBa
60-100 Pe3ynbpTaT CyMHIBHUHN, TOTPIOHE TOBTOPHE

Bu3HaueHHs 170-OH-II B KOHTpOJIBHOMY 3pa3Ky
wisiMu. [lpu oTpriMaHH1 aHAJIOTTYHUX JaHUX —
BinpaBiieHHs 1H(OpMAIIii 32 MiCIIeM 3HAXOKCHHS
JTUTUHU (CTallloHap, MOIKIIIHIKA) Ta TPOBEICHHS
MOBTOPHOTO B3SITTS 1 TECTYBAaHHS 3pa3ka KpoBl Ha
¢burpTpyBanbHOMY manepi. [Ipu niaBuIIeHH] piBHSA
170-OH-IT Big BUX1IHOTO — Pe3yJIbTAT MO3UTUBHUM,
1HII1aIisl 0OCTEKEHHS €HIOKPUHOJIOTOM.

[Tpu 3umxenH1 piBus 170-OH-II Bin BuXigHOTO

— JliarHo3 He MIATBEPIKYEThCS

> 100 Pe3ynbpTaT NO3UTUBHUMN, BITIPaBICHHS

iHpOopMaIlii 32 MiCLIEM MPOKUBAHHS

Y nite 3 rMOOKOI HEJOHONIEHICTIO (TepMiH TecTaiii 23-32
TUXHI) pe3yJIbTAT CJ1J] BBaKaTU NMO3UTUBHUM TipH piBHI 170-OH-IT > 150
HMOJIB/J1. Y IbOMY BUIIAJKY CJIJI HAIPaBUTH 1H(OPMALIIIO B CTalllOHAp, 1€
3HAXOJUTHCS JAUTHHA 1 MPOBECTU MOBTOPHE B3ATTS 1 TECTYyBaHHS 3pa3Ka
KpOBI Ha (QinbTpyBanibHOMY nanepi. [Ipu miaBuenti pisas 17a-OH-IT >
150 HMmonb/n HamaeThecs 1HGOpPMALA B CTAlllOHAp PO TMO3UTHUBHUI
pesyabtat. [Tpu 3amxenH1 piBHs 170-OH-I1 — niarHo3 He miATBEPIKEHUI.

KpiM HenoHOWIEHOCTI, XMOHO TO3UTHUBHI PE3YJIbTaTH MOXKYTh
BU3HAYATUCS Y HOBOHAPOXKEHUX JITEN 3 TSHKKUM 3arajlbHUM COMATUYHUM
CTaHOM, y JIT€ Ha TJi BHYTPIIIHLOBEHHOT TpaHC(Dy3ii, y AITEH 3 BUCOKOIO
oinmipyOinemiero (Oimipy6in> 30 mr/min). XuOHO HEraTUBHI PE3YJIbTATH
MOXYTh BHU3HAuaTUCA Yy [iTe, marepl sgkux (Ta/abo cama JUTHHA)
OTPUMYBAJIM TEpaIito JEeKCaMETa30HOM 3 METOK NpOGUIAKTUKU 1
JIKyBaHHS  JIETEHEBOI IaTOJIOT1i HOBOHAPO/KEHUX  (HEIOCTATHICTh
cylbhaKkTany).

BpaxoBytoun 3HaYHUN BIJICOTOK XWOHOMO3WTHUBHUX PE3YyJbTaTIB,
0COOJIMBO y HEIOHOMIEHUX AITEeH, MPU BIACYTHOCTI KJIIHIYHUX CUMIITOMIB
CHiJ Bi4i 3 iHTEepBaJIOM 1-2 TkHI poBoauTU Bu3HadeHHs 170-OH-II B
CUPOBATIIl KPOBI, MEPII HI’K TOYATH JIIKYBaHHS.
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[li BimoMoOCTI TOBHMHHI OyTH 3a3HA4€HI B CYNPOBIJIHIM KapTiii
autuHU. [luTaHHs TPO NPOBENEHHS MOBTOPHOTO TECTY BHUPIIIYETHCA
1HJIUB1TyaIbHO.

VY pa3l oTpuMaHHS TO3UTHBHOTO pE3yJbTaTy, IWTHUHA HETralHO
BUKJIMKAETHCS JJIs1 OOCTEKEHHS €HIOKPUHOJIOTOM 1 3a00py BEHO3HOI KPOB1
s nociimkenss K, Na, 170-OH-II B cupoBatiii KpoBi AUTHHH.

[Ipy HasIBHOCTI KJIIHIYHIX CIMIOTOMIB 3aXBOPIOBAHHS — JIIKYBaHHS
Npi3HAYAETHCS HErailHO, HE YeKarodl pe3yJIbTaTiB B3ATHX aHAII3IB, 13
BUKOPUCTAHHAM TIOKOKOpTHKOIAIB (Kopred). ¥V ToMy Bumaaky, sKiio
OJIHOYACHO BUABISEThCS mMijBUIlleHHS piBHA K (3HMKEeHHS piBHA Na),
J0/IaTKOBO NPU3HA4Yal0Th MiHepanokopTukoiau (Koptined).

3a BIZICYTHOCTI KJIIHIYHMX CUMMTOMIB JIIKYBaHHSI HE MOYUHAIOTH JI0
OTpUMaHHS pe3ynbTaTiB  aHam3y. Ilpu oOTpuMaHHI  MiABUIIEHUX
pesynbTaTiB  170-OH-II miarHo3 mMiATBEPMXKYETHCA 1 TMPU3IHAYAETHCSA
BIJIMOBIIHE JIIKYBaHHA. Y TOMY BHUIAJIKY, SIKIIIO OTPUMAaHUMN piBeHb 170-
OH-II Ta enexTpodiTiB y CHpPOBATLI KPOB1 OyJie¢ B MEKaX HOPMH, J1arHO3
MOKE OYTH 3HSITHUH.

JTU®EPEHUIAHA TIATHOCTHUKA

HudepeHiialiss TpoOBOAUTHCS 3 MATOJIOTISIMU, K1 MalOTh CUMIITOMH,
10 CXO01 3 cunroMamu pizHux ¢opm Y JIKH3.

o [Ilpocma gipunvna i nizua (nexnacuuna) popma:

1) pi3HiI rinepaHIporeHHi CTaHW (CHUHAPOM TINEPAHAPOreHii: He
nyxaunti gopmu — nepBuHHui CIIKS (cunapom IllTeiina-JIeBenrtans),
xBopoOa Inenka-KymmuHra, rinotajaMiuyHUil CHUHAPOM MyOepTaTHOTO
neploay; nyXauHHi ¢oopmu — aHAPOTCHNPOAYKYIoUl myxiauHu kopu H3 abo
SIEUHUKIB; MpaHcnopmui ¢popmu, ki 0OyMOBJICH1 3HMKEHHSIM TIPOIYKIT
CEKCCTEPOi3B A3yI0UOT0 II00YJIHY MEYIHKOI, Ta peyenmopHi ¢hopmu,
0 BKJIOYAIOTh CHAJKOBO-KOHCTUTYLIMHY 1 3MiIHY aKTHBHOCTI Sa-
pEAYyKTa3u €K30r€HHUMHU YHHHUKAMU;

2) pi3H1 HO30J10T1i repMad@poaAUTU3MY;

3) inun gopmu Y IKH3,

4) rinepTpuxos.

o Cinvympamna ¢hopma — nuIOpOCIIa3M, MIJIOPOCTEHO3, XapyoBa
TOKCUKOIH(EKIIIs, 1HBariHallisl KUIIKIBHHUKA, BPOJDKEH1 (epmeHTonarii,
P13H1 HO30JIOT'1T repMagpPOIUTU3MY.
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o [linepmensiitna ¢popma — xsopob6a Ienka-Kymunra, nepBuHHUN
rinepangbJI0CTepOHI3M, eceHIliaabHa Al’, rimepTeH3uBHaA aTuioBa ¢opma
rinoTUpo3y, CUHApOM bapTrepa, BTOpUHHUIN TinepanbAOCTEPOHI3M, pi3HI
dbopmu repMappoIUTU3MY.

Ha ocHOBi aHamnizy KJIIHIYHUX 1 TOPMOHAJIIBHUX 3MIH y XBOpPUX Ha
pi3H1 kiiHiyHI opmu YIKH3, skux mu oOCTeXyBaJiM, Ta JITEPATyPHUX
JAHHUX, HAMU HaBeleH1 AU(EepeHIINHO-A1arHOCTUYHI KPUTEPIl MaTOJIOri,
a Takox audepeniianisa pisHUX Gopm nedekty 21-rigpokcusniasu Ta moro
mudepenuianisa 3 neppuHHUM CIIKSA Ta anapocrepomoro, a nediuut 11p-
rigpokcunasu 1 17a-rigpokcunasu — 3 xBopoborw Iienka-Kymunra ta
NEPBUHHUM T1IEPAIbIOCTEPOHIZMOM (HaBeAeH1 y Tali. 6-8).

Tabnuys 6
JiarHocTHYHiI KpUTepii pi3HuX popm nedekry 21-rizpokcuiazu

Kpurepii CinpyTpatHa [Ipocta BipuiabHa Hexknacuyna
JIarHOCTUKH dbopma dbopma BipuJIbHA opmMa
1 2 3 4
O3Haku + + +
Bipuuti3alii
BunukHeHHs 1-30-i1 nens xutTs | Bipunizaris 3|3  myOGepraTHOTO
CUMIITOMIB HAPOJKECHHS nepioay
XBOpOOH
Oi3uyHu IIpuckopenuit B | IIpuckopenuii B | IIpuckopenuii
PO3BUTOK nepii POKH | eIl POKH JKUTTH,
KUTTA, MOTIM | TIOTIM 3aTpUMKA
3aTpUMKa POCTY pocty
KictkoBuii Bik Binnosinae  Biky | Ilpuckopenuii Ha 2 1 | [Ipuckopennii  Ha
abo  Bumepekae | OUIbIIE POKIB 1-2 poku
Ha 1-2 poku
3arposa >KUTTIO + — —
MeraboniuyHuit Sk npaBuiIo - -
anuao3 +
PiBenp AT ! N N
EKT O3Haku N N
rinepKajifricTii
V31 IBOOIYHA nBOOIYHA N, 1HO/I1 -
HaJJHUPKOBUX rinepruiasis rinepruiasis HE3Ha4YHa
3a1103 IBOOIYHA
rinepruiasis
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3akinuennsa maoa. 6

1 2 3 4
Kauniit kpoBi 1 N N
Hatpiii kpoBi ! N N
XJ10p KpoBi ! N N
I'1rok03a KpoBi YacTto | N/| N
Koptuzon kposi o 6.00- ! ! N
8.00
AKTT kposi 1 1 1
170-OH-IT kposi 1 1 N abo nomipHo 1
APII 1 [TomipHo 1 N
TectocTepoH KpoBi 1 1 1
JIEAc kpoBi 1 1 1
17-KC y no0oBiii ceui 3Ha4yHO 1 3Ha4yHO 1 ITomipHo 1
17-OKC, 11-OKC vy ! ! N
n000BIH ceyl
[TpobGa 3 He [To3uTtnBHA [To3uTtuBHA
JEeKCaMEeTa30HOM iHpoOpMaTHBHA
(«Manuit THOKHEBUM
JEKCaMEeTa30HOBUM
TECT»)

Tabnuys 7

Ju¢epenuiiina giarHoCcTHKA rinepaHaporeHii npu aedexri 21-rigpoxkcuiaas i
nepBruHHOMY CIIKS (cunapom IlTeiina-JleBenTasnsi)

Kpurepii [Ipocta BipuiabHa Hexnacnuna [lepunnuii CITKA
JT1arHOCTUKH dbopma dbopma
O3nHaku + + +
rinepaHporeHii y
iBYaT
BunukHeHHs Bipunizaris 3|3 mybeprarHoro | 3 myOepTaTHOTrO
CUMIITOMIB HAPOJKECHHS nepioay nepioay
XBOpOOH
Oi3uyHu IIpuckopenuit B | IIpuckopenuii Hopmanbnuii
PO3BUTOK nepii pPOKH
KHUTTS, MOTIM
3aTpUMKa pOCTY
KictkoBuii Bik Bunepemxkae Ha 2 1 | Bunepemxkae na 1- | CniBnagae 3

OlIbIIE POKIB

2 pPOKH abo
CITIBIIAJIA€ 3
MACITOPTHUM BIKOM

IMaCIIOPpTHUM BIKOM
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3akinuennsa maoa. 6

1 2 3 4
Kauniit kpoBi N N N
Hatpiii kpoBi N N N
['mroxo03a KpoBi N abo N [Hopymenus
CXUJIBHICTD J10 TOJIEPAHTHOCT1 10
rinoriikeMii BYTJICBOJI1B
Koptuzon kposi o 6.00- ! N N
8.00
17a-OH-nporectepon 3Ha4HO 1 [Tomipuo 1 / N
KpOBi BEPXHS  Mexa
HOPMU
PiBenp AKTI ) Hopwma (wacto- N
y KpOBi BEPXHS  Mexa
HOPMH)
TectocTepoH KpoBi 1 (3arasibHMii) | 1 (3arajbHui) 1 (BUIbHUI)
APII N N N
JIT,®CT kpoBi Huzbki Huzbki [ligBuIIEHI:
(JIT>DCT)
IIporectepoH KpoBi 1 1 !
JEAc 1 1 N a6o nomipHo
Exckpemnizs  17-KC 3 3HayHo T 1 abo BepxHs [Tomipho 1
CEeYeIo Mexa HOpMU
[Ipoba 3 | [losutuBHA [To3uTtuBHA [To3uTtuBHA
J€KCAaMETa30HOM
V3]l HaTHUPKOBUX 31103 | ABOOIYHA Mosxe OyTun N
rinepruiasis noMipHa
nBOOIYHA
rinepruiasis
3arposa >KUTTIO IIpu crtpecoBux | Hemae Hewmae
CUTYaIIsIX
ETionoriunuii Y4NHHUK [Topyumienns
HedimuTt 21-riapokcunasu rimora-jiamo-
rinodizapHoi
perynsiii

35



Tabnuys 8

J{udepenuiiiHa JiarHOCTUKA NEPBUHHOIO TiNepPaJbI0CTEPOHI3MY, XBOPOOH
Inenka-Kymmnnra i rineprensiitnol gopmu (aediuur 113-rizpoxcuniasu,
17a-rinpoxcunaaszu) YAKH3

Kpurepii XBopoba IlepBuHHUI Hedexr 11B- | Hedekr 17a-
niarHoctuku | Iienka- rinepaibaocTe- | TIAPOKCUIA3H | T1IPOKCHIIa3U
Kymunra POHI3M
Bunukuenns | [lepeBaxHo [lepeBaxHO 3 Hapo/KeHHS | 3 HapOJKEHHS
CUMIITOMIB TICTIsS TICTIsS a603 abo 3 mybeprary
XBOpOOHU nyOepTaTy nyOepTaTy nyOepTaTy
O3Haku [TomipHi Hewmae Bupaxeni Hewmae,
rinep- HEJI0CTaTHS
aHAPOTeHIl MacCKyJIiHI3a1is
Oi3uyHu 3aTpumMKa Hopmansauii | Ilpuckopenuin | Hopmansauii
PO3BUTOK pocty ab0 3aTpuMaHui
CrareBuit 3atpumanuii | Hopmansauii | [lepequacHuii | 3aTpuMaHuii;
PO3BUTOK O3HaKU
MEPBUHHOTO
TIOTOHAIU3MY
KicTkoBuit Bincrae CniBnagae 3 | Bunepemxkae | Biacrae
BIK MaCIIOPTHUM
V3 JIBoOiuHa [Tyxnmuna a6o | [[BoGiuHa JIBoOiuHa
HAJHUPKOBUX | TiNepIriiazis 0JIHOO1YHA rinepruiasis rinepruiasis
3a1103 rinepruiasis
(1Hom1
nBOOIYHA
rinepruiasis)
Kamiit kpoBi | 3HMKEHUN 3HUKEHU N 3HUKEHU N 3HUKEHU N
Hartpiii kposi | [linpumenuit | [linBumenuit [ligBumennit | [ligBumenuit
['mroko3a Hia6etoinna | Hopma Yacro: Yacro:
KpOBi KpHBa abo TIMIOTJIIKEMIsT | TIMOTIIKEeMis
MOPYIICHHS
TOJIEPAHTHOCT
1 hi (e}
BYTJICBOJI1B
Koptuzon [linBumenuit | Hopma 3HUKEHUN 3HUKEHUN
KkpoBi 0 6.00-
8.00
17a-OH-I1 Hopwma Hopwma 3HUKEHUN 3HUKEHUN
KpOBI
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3akinuennsa maoa.

1 2 3 4 5
AKTTI kposi [TigBumenni Hopma [TigBumenni [MigBumenni
(a60 HIKHS
Mea HOpPMH)

Tectoctepon | IligBuiieHuit Hopma [TigBuIIeHUI 3HUKEHUN
KpOBI (3arasibHUi)
JNEACc [MigBumenni Hopma [MigBumenni SHWKEHUN
APII 3HIKEHA 3HIKEHA [TinBumiena 3HIKEHA
Anpnoctepon | [linBunienuit 3Ha4YHO SHWKEHUN [MigBumenni
KpOBI MIBUILIEHUI
JII', ®CTI' Husbki Hopma Husbki [TigBuIen1
KpOBI
CTI, TTT Huzbki Hopma Hopma Hopma
KpOBI
JloGoBa [linBuIEeHa Hopma 3HIKEHa 3HIKEHa
EKCKpeIis
17-OKC 3
CEeYeIo
JloGoBa [TomipHO Hopma [linBuIEeHa 3HIKEHa
EKCKpeIris MMIBUILIEHA
11-OKC 3
CEeYeIo
JloGoBa [linBuIEeHa Hopma 3Ha4yHO 3HIKEHa
EKCKpeIis MMIBUILIEHA (iHOI1 — Ha
17-KC 3 HIDKHIA MEX1
CEYEI0 HOPMH)
Jlekcamerazo- | «Manu» — Herarusumii* «MATUNA») — «MATUNA» —
HOBHM TECT HeraTUBHUM, | (+ 10AAaTKOBI ITO3UTUBHUU ITO3UTUBHUU

«BETTUKUI»- J1arHOCTUYHI

MMO3UTUBHUU TECTHU)
Etionoriynuii | Nnortamamo- | Ilyxmuaa(um | Hedinuti 11B- | Hediuurl 7a-
YUHHUK rinodizapHa rinepruiazis) TIIPOKCUTIA3U | TIIPOKCUIIA3U

NyXJuHa (4d | KIYyOOYKOBOI'O

rinepruiasisg) | mapy kopu H3

abo
nucyHKITIs
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JIIKYBAHHA

Mertoro JIKyBaHHA YCIX HO30JIOTIYHUX (OPM YPOIKEHUX MOPYIICHb
aJpEHAIIOBOr0 CTEPOIJOTEHESY €:

e INKBiAamis JaediluTy CTEpPOiNiB, CEKpelis SAKUX 3HI)KEHa Y
pe3yibTaTi PepMEHTHOTO ACPEKTY;

® 3HIDKCHHS PIBHS CTEpOIiJlIB, CEKpelis SIKUX MiJBUIICHA Y
pe3yabTaTi PepMEeHTHOro AeEeKTy;

e npurHiueHHs HammikoBoi cekperii AKTI' 3 BukopuctaHHsIM
MiHIMaIbHO epekTuBHUX A03 ['K;

e onrumizaiis (pi3UYHOro PO3BUTKY 1 pOCTY XBOPHUX;

® TIONEPEKEHHS PO3BUTKY 1 MPOTPECYBAHHS BIpUIIi3allil TeHITaNIN;

e 3a0e3MEeUYEeHHS HOPMAJIbHOTO CTAaTE€BOrO JIO3pPIBAHHS 1 (epTHIIb-

® YHHUKHEHHS YCKJIaJHEHb IPU Nepediry BariTHOCTI;

® TIONEpPEIKEHHS] PO3BUTKY roctpoi HemoctaTtHocTi H3 (agpena-
JIOBOTO KpHU3Y).

OcHoBHUM 3aco0om sikyBaHHs pi3HUX (opm AI'C € moxkuTTEBa
3amicHa ropmonoTepamnisa I'K, a 3a HagBHOCTI ClUIbYTpaTHOI (POPMH — 11I€
i1 MK — nosiuno, nepeBaxxuHo amOynatopHo. [Ipemaparom BuOOpy Takoi
Tepamnii € TIAPOKOPTU30H, MPU3HAYEHHS SIKOTO JIO3BOJISIE TOMOBHUTHU
HEJIOCTATHICTh MPOAYKIIIT €HJOT€HHOTO KOPTU30HY Ta MPUTHITUTH CUHTE3
aJpeHaJOBUX aHJPOreHIB. TaKuM YMHOM MPUTHIYYETHCS 1 HAJIMILIKOBA
nponykiiss AKTI 1 3HUXKYETbCS pIBEHb CTEPOIlIB, CEKpELis SAKUX
MiJIBUIIIEHA B pe3yJsibTaTi AediluTy BiANOBIIHOrO (pepmeHTy. XBOpi Ha
nesiki popmu AI'C, B 3ajieKHOCTI Bij OJIOKY CHHTE3y (HEPMEHTIB
crepoigoreHesy B H3, morpeOyoTh 3aMiCHOI Tepamii mpenaparamu
CTaTEBUX FOPMOHIB 400 aHTHAHAPOTE€HIB, 0COOJIUBO, HECTEPOIAHUX.

Y nmiteit (1 10 3aKpUTT 30H pocty) mnpenaparom Bubopy 'K e
2IOpOKOpMU30H, OCKUIBKM MpenapaTd IMPOJOHTOBAHOI [ili, OCOOJIMBO
JEKCAMETa30H. MaloTh OUIbII BHpaxkeHl MoOiuYHI e(EeKTH 1 HeraTuBHi
nposieu Aii ['K. Kpim Toro, nekcamerazon maiixke He Mae MK-akTUBHOCTI 1
HEraTMBHO BIUIMBA€ HA MiAPOCTAIOYMI OpraHi3M TUTHHH, MEPEIyCiM Ha
KICTKOBO-XPSIIIOBY CHUCTEMY, & TaKOX Yy BariTHUX, TaK SK IMEPEXOJIUTh
yepe3 IIaleHTapHuid 0ap’ep 1 MOXKe MPOSBIATA eMOpio- 1 (PETOTOKCHUUHY
aito. J1o Toro *k, BiH OJIOKY€ CUHTE3 KHCJIUX MYKOMOJICAXapUIIB 1 JIyKHOI
¢ocdarazu, THM caMUM MOPYIIYIOUM (POPMYBaHHS KICTOK 1 XpAILIB,
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NOCWJIKOE OCTEONOpPO3 1 OCTE0apTpPO3, a TaKOXK BHUKJIUKAE aHOMail
PO3BUTKY IIEJIeH 1 PO3MIIIIJICHHS TyOu Ta MigHEOIHHS y I1o4a Ta OJIOKye
CHUHTE3 aHJPOIeHIB y IUIOJA 3 YOJOBIUMM TeHoTurnoM. Bizaram, I'K
CHPUSIOTh BHYTPIIIHBOYTPOOHIN rimomasii miona, arpodii kopu H3 i1
MOXYTh BUKJIMKATH TOCTPY HepocTaTHicTh H3 y HOBOHapo1KeHOTO.

3a BIACYTHOCTI T1IPOKOPTU30HY MOXHa 3acTocoByBaTH il iHmi 'K B
€KBIBAJICHTHUX J103aX (AuB. Ta01. 9)

Tabnuys 9
IopiBHAJIbHA XapaKTEePUCTUKA 0i0JIOTTYHOI AKTUBHOCTI
npenapartiB KOPTUKOCTEPOIAiB
[Ipemapat Yac ITopiBHsIIbHA AKTUBHICTH
OlonoriuHoi | T'mioko- | Munepamo- | AKTI - 3pict-
AKTUBHOCTI | KOPTH- | KOPTHKOiA- | IPUTHIYY | IPUTHIYYIOUH
KOInHa Ha o4a
['inpokopTH30H 8 1 1 + 1
Koptuzon 8 0,8 0,8 + 0,8
IIpegan3010H 18 4 0,5 ++ 5
JlexcameTa3zoHn 36 30 0,05 +++ 80
Dy IpOKCUKOP 18 15 150
THU30H

Jlnst qitet 3 BIAKPUTUMH 30HAMH POCTY, OCOOJIMBO MOJIOAIIOTO BIKY,
HaWOLIbII ONTUMAJIBHUMHU MpernapatamMu CJiJi BBa)kaTh Ta0JIETOBaHI
ananoru rigpoxkoptuzony (Kopred, Pharmacia). Ileppunna nqoGoBsa go3a
riapoKopTr3oHy, HeoOxigHa miua npurdideHHs AKTID y npiteit mepuioro
POKY KHUTTS, MOe pocsrati 20-25 Mr/m”. OJHAK CIIiJ| YHUKATH TPHBAJIOr0
3aCTOCYBAaHHS LIMX 703 y AIUTUHU. B cepennbomy y aiteit ctapiie 1 poky
n000Ba J103a T1JIPOKOPTU30HY MOBUHHA cTaHoBUTU 1015 mr/m2. Ilpenapat
JTA€ETbCS TpU pa3d Ha JIeHb B PIBHUX J03ax. bUIbII BHUCOKI /103U
TAPOKOPTU30HY NPU3BOAATH JO CTIMKOI 3aTPUMKH POCTY 1 1HIIUM
IpOosiIBAaM KYIIMHTOITHOTO CUHAPOMY. Y AITEH 3 30HAMU POCTY, OJIM3bKUMU
0 3aKpUTTS, CJiJ 3aCTOCOBYBaTHM IMPOJIOHTOBAHI T[JIIOKOPTIKO1IHI
npenapaTtd, o MawTbh Oinbin BUpasHui AKTI-npurdidyrounii edexr.
JloboBa j03a HMX MpenapaTiB MOBHHHA BIJNOBiAaTH €KBIBAJEHTHIN 1031
rigpoxoprizony 10-15 wmr/mM° Ha nmenp (mpemHi3onoH — 2-4 Mr/m’,
nexkcamerazon — 0,25-0,35 MF/Mz). JIs MakCUMajabHOTO TMPUTHIYEHHS
cekperli AKTI" 1/3 1060Boi 1031 IPeAHI30JIOHY ITPU3HAYAETHCS B PAHKOBI
ronuHu 1 2/3 no3m — mepen cHoM. JlekcameTa3oH MpU3HAYA€ThCS
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OIHOpPa30BO Yy BeduipHl roauHu. KopTu3oHa amerar MoOXe HajaaBaTH
[IFOKOKOPTUKOIAHUN €(EeKT JIMIIEe 3a YMOBM JOAATKOBOI MeTabosi3allli B
OpraHi3Mi, II0 BHUMAara€e akTHUBHOCTI QepmeHTy |10era-rigpokcucre-
poigaeruporenasu | tumy, sIKMil 3A1MCHIOE MEPETBOPEHHS KOPTHU30HY B
KOpTu30J. Uepes Te, 110 1eil MexaHizM Moxke OyTH MopylIeHud abo MaTH
OlJIbIIlY 1HIUBIyaJIbHY BapiaOeNbHICTh, 3aCTOCYBaHHSI KOPTU30HY alleTaTy
HeOaxaHe.

Tepanis MK mnipu cymyTHIX 3aXBOPIOBaHHSX 3MiHIO€ThCS. Tak, SIKIIO
XBOpUI CTpakJa€e Ha TINOTHPO3, LUPO3 TEYIHKH, HecrneunupiaHui
BUPA3KOBUM KOJIT YW 1HIII BUPA3KOBI YpaKEHHS HITYHKOBO-KHIIIKOBOTO
TpakTy, a00 Ma€ HHUPKOBY HEIOCTATHICTb, TIMOTPOMOIHEMIIO YH
0CTEonopo3, n03a (uryapokopTu3oHy 3MmeHinyeTbesi Ha 30-40%. a 3a
HAsIBHOCTI CUCTEMHOr0 KaHauao3y ado Al — MK B3arai npoTtumnokasaHi.
Ha uac migbopy no3u MK nomaTkoBo BBOISITH IOBapeHy ciib jo 0,3
r/kr/no0y. Ipu miaidopaniit 1031 MK nogaTkoBe ii BXKMBaHHS HE TTOKa3aHE.

VY niBuatok 3 Bipuiizaiiero 3a IIpagepom 3-5-ro crtymneHs Ha T
3amicHoi Tepanii 'K (1 MK) mnpoBoautbcsi XipypriuHe JiKyBaHHS
HenpaBwibHO chopmoBanux 3CO y 2 etanu:

e | eram: KITOpEKTOMIA 1 (POPMYBaHHS MalIMX CTATEBUX I'yd — B
3 poku;

e 2 eram: IHTpoWTomiactTuka (popMyBaHHS BXOJy B MIXBY) — 3
10—-12 poxkis.

Tepanis AI'C nepenbauae TakoK NPU3HAYEHHSI aCKOPOIHOBOI KUCIOTH
(BiTaminy C) y BiKOBi# 1031 — JJIs1 TOAATKOBO1 CTUMYJIs1i1 cuHTe3y ['K.
IHokazanna 0o 2ocnimanizauii xeopux na AI'C:

e JlexoMrieHcalisi XBopoou

e ['octpa HegocTaTHicTh H3 (agpeHanoBuii Kpu3)

e [HTEpKYpEHTHI 3aXBOPIOBAHHS

e [IpoBeaeHHs TIACTUYHOrO 1 OYAb-SKOTO IHILIOTO XIPYPTi4HOIO
JIKyBaHHS

Ipoginakmuuni 3axo00u pozeumky yckaaoneuv AI'C:

e AjnekBaTHa 3amicHa ropMmoHoTepanis ['K 1 MT;

e 3anoOiraHHs CYMyTHIX 3aXBOPIOBaHb 1 CTPECOBUX CUTYAIIlH;

e [IpeHaTanbpHa JIIarHOCTUKA TA aJICKBaTHE JIKYBaHHS BariTHUX.

Ilpenamanwvna odiacnocmuka AI'C n03BoNsie YHUKHYTH a00 3HU3WUTHU
0 MIHIMyMY PHU3UK HApOJKEHHS XBOPOi JUTHUHH, a TAKOX MOIMEPEIUTH
PO3BUTOK TSKKHUX YCKJIAIHEHb XBOPOOH, 1 Iepeadayvae:
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e biomncito xopioHy Ha 5-6 TH>KHI TecTallli JJis1 BU3HAUYCHHS CTarTi
IJ10/1a 1 TUITYBaHHS reHiB rictocymicHocTi HLA:

a) mpu MyTamii TeHa 21-riIpokcuiiazu 3a HasBHOCTI MPOCTOI
KJacuyHo1 BipuiibHOI opmu (A3B14, B35, DR1, DR7);

0) mpu mytauii reHa 21-rigpoKcuiaa3u 3a HAsIBHOCTI CLIbYTPATHOI
dopmu (A3B47, Bw47);

B) mpu MyTalii reHiB 21-ripokcwiasu Ta I1HIIUX (PEPMEHTIB
crepoinorenesy B kopi H3 (CYP21B, CYP11BI1, CYP17, C4A, C4B).

e BusHauenHs koHueHtpauii 17a-OH-II, xopioroniny, ectpaaiony 1
IPOreCTEPOHY B CUPOBATIIl KPOBI BariTHOI Ta B aMHIOTUYHIN P1AUHI.

[IpenaTtanbHa Tepartis YCKJIaJHCHb AI'C 3M1ACHIOETHCS

JIEKCAaMETa30HOM a00 MPEIHI30JI0HOM, ajie 00OB’SI3KOBO Tpeba MaTdh Ha
yBa3l HETaTUBHY 1 MOOIYHY JIIF0 JIEKCAMETa30HY Ha LT Ta JOIUJIBHICTh 1
pallioHaNbHICTh MOr0 TMPU3HAYCHHS BariTHUM. Tak, JeKcaMeTa3oH Mae
BJIACTUBICTh MEPETUHATH IUIALICHTApHUI Oap’ep Ta rajibMyBaTh CHUHTE3
KHCJIMX MYKOIOJIcaxapudiB 1 JIykHOi ¢ocdarasu, M0, TaKUM YUHOM
NOPYUIYIO CUHTE3 XPAIIIB Ta MOCUIIIOE OCTEONOPO3 1 OCTE0APTPO3 Y IIIOAA
Ta BU3MBA€E AaHOMAJii PO3BUTKY WIEIEN 1 PO3LICIJIEHHS BEPXHBOTO
nigHeOlHHs 1/un ryou. Yepe3 Te, 10 JAEKCaMeTa3oH OJIOKYE CHHTE3
aHJPOreHIB, JJIA IUIOAA 3 YOJOBIYMM IF€HOTUIIOM 1I¢ € HeraTuBHUM. Kpim
TOTO, CHpUsi€ BHYTPIIIHBLOYTPOOHIM Trimoruiasii Ijoja Ta TimoIviasii 4u
atpodii xkopu H3 Ta Moke CHOpPOBOKYBAaTH PO3BUTOK TOCTPOI
HegocratHocTi H3 'y HoBoHapomxkeHoro. Ilpu nocsirHeHi 12 TukHIB
rectanii 'K B sSIKOCTI mpeHATaJbHOrO JIIKYBaHHS KJIACUYHOI BIPUIIBHOI
dbopmu AI'C BiAMIHSIIOTBCS. A JIeKCaMETa30H 3aCTOCOBYETHCS GUKIHOUHO
JUIsl JIIKYBAaHHS Kaacu4uHoi ¢hopmu oepexmy 21-ciopoxcunasu y niooa. B
TAaKOMY BHUIAJKy BHUKOPUCTAHHS JIGKCAMETAa30HY Ma€ 3a METy
NOMNEPEKEHHST pO3BUTKY Tinepruiasii kopu H3 1 Bipumizamito 3CO y
mioja 3 OJKIHOYMM TEHOTUIIOM. B 1HIIMX BHUIAJKax Taka Teparis
HEAOLIbHA. AJie JUIsl JIIKyBaHHS BariTHUX, SKi XBOpl Ha OyIb-sIKY
kiiHIYHY (opmy AT'C, mpoBOIUTHCS T1IAPOKOPTUIOHOM, a00 KOPTHU30HOM,
a00 MPEeIHI30JI0HOM (B 3aJIEXKHOCTI BiJl HASIBHOCTI MPENapaTiB B aliTeKax) y
BIINOBIJTHUX J103aX MPOTATOM YCI1€1 BariTHOCTI.
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BUCHOBKH

YAKH3 € Haituacrimow nartosorietro kopu H3 B autsyoMmy Biri.
OnHak, B ChOTOJICHHI 4YacCTilll€ JI1arHOCTYIOThCA 1 Ti3HI (HEKJIACU4HI)
dbopmu y OiUITKIB 1 y Aopociaux. B YkpaiHi cTaTUCTUYHI JaHi BIJTHOCHO
po3noBctokeHocti Y/IKH3, Bkitouatoun mi3Hi Gpopmu, BIJICYTHI, ajie 3a
HalllUMU CHOCTEPEKEHHSIMU YacTOTa KIIIHIYHO BUPAKEHUX KIACHUYHUX
dbopm moxke pocsiratu 1:10000 HaceneHHs, K 1 B 1HIIUX €BPONEHCHKUX
KpaiHax.

3BaXKar0uM Ha KJIIHIYHI OCOOJMBOCTI 1 TSKKI YCKIJIAJIHEHHSI XBOPOOH,
Takl, K TMOPYIIEHHS (PI3UYHOrO 1 CTAaTeBOro PO3BUTKY, O€3mmianas Ta,
0COOJIMBO, TOCTPY HEAOCTATHICTh HAJAHUPKOBUX 3aJI03, SKa 4YacTo
IPU3BOJIUTH IO CMEPTI XBOPOTO, MEPEBAKHO AITEH 1 BariTHUX, 3p03yMLIO,
110 TIIBKY paHHS MPaBUJIbHA I1arHOCTUKA 1 aJIeKBATHE JIIKYBAHHS TJIIOKO- 1
MIHEPAJIOKOPTUKOIJaMU  JIa€  MOXKJIMBICTh  MONEPEAUTH  PO3BUTOK
ycknagHenb YJIKH3, nepmr 3a Bce roctpoi HemoctatHocTi kopu H3, Ta
MOKPAILIUTH SIKICTb KUTTS XBOPUX 1 JIIKBIAYBATH 3arpo3y ix cmepti. [1i3Hs
J1arHOCTHKA, HECBOEYACHA 1 HEKOPEKTHA Tepallisi IPU3BOAATh A0 TSHKKHUX
HACJIJKIB: 3aru0eni IUTUHY B1J CUIBYTPATHUX KPHU3iB, TOMUJIOK Y BUOOPi
CTaTEBOI HAJIEKHOCTI MPU BUPAXKEHIN BIpUIII3allll 30BHIMIHIX FEHITAIN y
JTIBYMHKH, TOPYIIEHb POCTY 1 CTATEBOTO PO3BUTKY, O€3ILII IS

YHUKHYTH  JIIaTHOCTUYHUX  TMOMWJIOK  JO3BOJSIE  MPOBEICHHS
HEOHATaJIbHOTO CKPHUHIHTY Ha BUSBIECHHS Aediuuty 21-rigpokcunasu. B
OCHOB1 CKPUHIHTY JIeKUTh BU3HaueHHs piBHA 170—OH-II B cyxux misimax
KpoBi Ha (QinbTpyBaipHOMY mnamepi. Ileld Meron OyB 3amponOHOBAHUMN
Pang 3 cmiBaBT. B 1977 poui. o 1991 poky IIporpamy HeoHaTaabHOTO
CKpUHIHTY BrpoBamuin 29 kpain cBiTy. IIpoBeaeHHs 1€l mporpamu
J03BOJIMJIO BUSBUTHU PEANIbHY YacTOTy Aepiuuty 2 1-rigpokcunasu Ta Horo
¢dopM B pizHUX nomyisauisx. JJoBeneHo BUCOKY €(PEKTUBHICTh CKPUHIHTY,
10 JTO3BOJISI€ IPU3HAYATH TJIIOKO- 1 MiHEPAJIOKOPTUKOIAHOI Teparii AiTsIM
3 CUIbYTpaTHOIO (hOPMOIO 3aXBOPIOBAHHS JI0 PO3BUTKY CUIbBYTPATHOTO
kpu3y. CKpUHIHT € €IMHO MOXJIMBUM METOJOM JOKJIHIYHOI A1arHOCTUKHU
BIPUJIbHOI (DOPMHU 3aXBOPIOBAHHS Y XJIOITYHUKIB.

MiHiCTEPCTBO OXOPOHU 3A0POB’ S MPUIHSIIO 1 CXBAIWIJIO MPOBEICHHS
HEOHATaJIbHOTO CKPUHIHTY Ha aJpeHOreHITAIbHUI cunapoM. llei
MacCIITaOHUN TPOEKT MOTPEOYy€e BEIUKUX 3YCUJIIb 1 KOOPJMHALIIT JII CITy>KO
oprasizaiii OXOpOHHU 370pOB’s, (HaxiBIIB HEOHATOJIOIIB, TI'E€HETHKIB,
eHJoKpuHoJIOriB. OMHAK Il 3ycHJUIsl OyAyTh KOMIIEHCOBaH1 30€pEKEHHSIM
KUTTS 1 3I0POB’SI COTHSIM JITEH 3 apeHOT€HITAIbHUM CHHIPOMOM.
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