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OIIPAIIIOBAHHS KJIHIYHOI HACTAHOBHU

3esniHChbKa
Haranis bopuciBha

baunHceka

Inna BanepiiBHa

I'noba
€Brenia BiktopiBHa

OnpxoBu4
Haranis BikTopiBHa

Octpornonenp
Haranis AnnpiiBHa

Iloramaesa
Haraiis JleoniniBHa

CaMOHEHKO

Harania B'syeciaBiBHa

Toskan

Onexkcanap AHIpiHOBUY

norneHTtka  kadeapu  engokpuHosiorii  HarionaiasHOTO
MenuuHoTo yHiBepcuteTy iMeH1 O.0. boromosnbIis, 3aCTyITHUK
TOJIOBU pOO0OYOT IpynH 3 KJIIHIYHUX NMUTAHb;,
JiKapKa-T1HEKOJIOT JUTSAYOTO Ta MiNIITKOBOTO BIKY BIIALICHHS
IUTSAY0I Ta OULIITKOBOI riHekosiorii HamioHamabHOT AUTAYOI
criemianizoBanoi  Jikapai «OXMATIUWUT» MinictepcTBa
OXOpOHHU 370pOB's YKpainu;

NPOBIAHUN  HAYKOBUH  CIIBPOOITHMK  BUIAUTY  JUTAYO1
EHOKPUHOJIOT1T Y KpaiHChKOT0 HAYKOBO-TIPAKTUYHOTO LICHTPY
EHJOKPUHHO1 X1pyprii, TpaHCIUIAHTAIlll €HIOKPUHHUX OpPTraHiB
1 TKaHWH MiHICTepCTBa OXOPOHU 3/10pOB’s YKpainu,

3aBigyBayKa naboparopiero MEJIUYHOT TCHETUKH
CroerianaizoBaHOro MEIUKO-T€HETUYHOT'O HEHTPY
HarmionansHo1 JTATSAYOT crerjaiizoBaHol JiKapHi

«OXMATIUT» MinictepcTBa 0XOpOHHU 310pOB’ sl YKpAiHH;
TOJIOBHUM CIEIIANICT BIAJUTY PO3BUTKY MEIWYHUX IOCTYT
JlemapTaMeHTy MEIMYHHMX IOCAyr MiHICTepCTBA OXOpPOHU
3710pOB’sl YKpaiHu;

3aBigyBayKa BIIUIEHHS JTUTAYO01 CHIOKPUHOJIOT11
HarmionansHo1 IUTSIYOT crerjaiizoBaHol JiKapHi
«OXMATUT» MinicTepcTBa 0XOpOHHU 310pOB’Sl YKpaiHu;
3aBigmyBauka lleHTpy opdaHHUX 3axBOpIOBaHbL Ta T'€HHOI
tepanii HarionanbHOi AHMTSI40i cHemiaaizoBaHOi JIKapHi
«OXMATUT» MinicTepcTBa 0XOpOHH 310pOB’Sl YKpaiHu;
JTUPEKTOP YKPaAiHCBKOTO HAYKOBO-TPAKTUYHOTO  IIEHTPY
SHIOKPUHHO1 Xipyprii, TpaHCIUIAHTAIlli €HIOKPUHHUX OpPTraHiB
1 TKaHuH MiHiCTepCTBa OXOPOHU 3/10POB’sl YKpaiHu,

MeTononoriunuii cynpoBia Ta ingopmaniiine 3a0e3ne4eHHs

['ynenko
Okcana IBaniBHA

[HIunkina

Onena OnekcanapiBHa

HAYaJIbHUK BIAIUTY CTaHAapTHU3aIlli MEIWYHOI JOIOMOTH
JIEP’)KaBHOTO  MiANpHEMCTBA  «JlepKaBHHUI  eKCTIIepTHUN
neHTp MiHicTepcTBa OXOPOHH  3JI0POB’ST  YKpaiHmy,
3aCTYMHUK TOJIOBU pPO00YOi TPymu 3 METOJOJOTIYHOTO
CyNpOBOJY;

3aCTYITHUK HavdallbHUKa BIIJIUTY CTaHAApTHU3AIlll MEIUYHOI
JOTIOMOTH  JIep>KaBHOTrO  MiANpueMcTBa  «/lepxaBHUil
eKCIepTHUM 1eHTp MIiHICTEpCTBA OXOPOHU 370pPOB’A
Ykpainny».
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Enextponny Bepcilo JOKYMEHTa MOXXHA 3aBaHTaXUTU 3 PeecTpy Menuko-
TEXHOJIOTTYHUX JOKYMEHTIB 31 CTaHAapTU3aIlll MEITUYHO1 JJOIOMOTH, 1110 PO3MIILIICHUM
Ha caiTi epxaBHOrO €KCIIEPTHOIO LIEHTPY MO3 Ykpainu
(https://www.dec.qgov.ua/mtd/home/).

Jlep:kaBHMI eKcniepTHUH HeHTP MiHICTepCTBAa 0XOPOHHU 310POB’A Y KPaiHH €

YJIEHOM
Guidelines International Network x‘“ﬁim“*
(MixHapoHa Mepexa HaCTaHOB) & ﬁ%
.f' Ei
3 o5
- \
J’“fﬂm 1 :-a"tl‘
Penensenru
Typuina Citnana 3aBiAyBauka BIJJUICHHS EHJIOKPUHHOI MaTojorii Ta
IropiBHa CTaTeBOr'0 JIO3P1BaHHS JEP:KaBHOI yCTAHOBU «[HCTUTYT
OXOPOHHM 37I0pOB’sl AiTed Ta miaiTkiB HarionansHOT
aKajeMii MeIUYHUX HAyK Y KpaiHu»
Komicapenko FOmis 3aBiAyBauka Kadenpu eHa0KpUHOIOT ]
IropiBHa HamionanpHoro meauunoro yHiBepcuteTy imeHi O.0.

Boromosbiis

Ileperasia kaiHiYHOT HACTAHOBH 3aMIaHOBaHO Ha 2029 pik
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HEOHATAJIbHUN CKPUHIHT

piguHHA XpomaTorpadis-TaHIEeMHA MacC-CIIEKTPOMETPis
yIBTPa3BYKOBE JTOCITIKEHHS
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NEPEJIMOBA MYJbTUJIUCIHUILITHAPHOI POBOYOI I'PYIIN

B ocHoBy maHOi HacTaHOBM  MOKIaneHo  jgokymeHT — Congenital
Adrenal Hyperplasia Due to Steroid 21-Hydroxylase
Deficiency: An  Endocrine  Society - Clinical Practice  Guideline
(https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6456929/), mo ©OyB oOpanuii
po0O0YOIO TPYIOI0, SIK MPUKJIA] HAWKpAIIOoi MPAaKTUKA HAJaHHS MEIUYHOI IOMTOMOTH
JITSM 3 BPOJKCHOIO TIMEepIuia3i€l0 HaJHUPKOBUX 3aj03 BHAcHimok Aedinuty 21-
T1IPOKCHIIA3H Ta TPYHTYETHCS HA JaHUX I0Ka30BO1 MEAUITMHU CTOCOBHO €()EKTUBHOCTI
Ta 0€3MeKu MEIUYHUX BTpy4yaHb, (papMakoTepanii Ta OpraHizaliiHUX NPUHLUIIB ii
HanauHs. Kininiuna nacranoBa (KH) Oysna oOpaHa Ha OCHOBI 00’ €KTUBHUX KPHUTEPIiB
OIIIHKK 3 BHKOPHUCTAHHSM MIDKHApPOJHOTO IHCTPYMEHTY - OnuTyBaibHUKA 3
exkcreptu3u Ta orinku HactaHoB AGREE I1.

[Ipu cTBOpeHHI NMOTOYHOI Bepcii KIIHIYHOI HACTAaHOBU OyJIO BHUKOPUCTAHO
dparmenTn 3 Clinical guidelines for the diagnosis and treatment of 21-hydroxylase
deficiency (2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi:
10.1297/cpe.2022-0009. Epub 2022 Apr 10. PMID: 35928387; PMCID:
PMC9297175. Newborn Screening for Congenital Adrenal Hyperplasia: Review of
Factors Affecting Screening Accuracy (Int. J. Neonatal Screen. 2020, 6, 67;
www.mdpi.com/journal/ijns.

3anponionoBana KH He moBMHHA pO3IIHIOBATUCH, SK CTAHAAPT MEIUYHOTO
nikyBanHs. Jlorpumanus nonoxkenb KH He € rapaHTi€lo ycHilIHOTO JIKyBaHHS Y
KOKHOMY KOHKPETHOMY BUTIAJKY, i1 HE MOYHA PO3IJIAIATH, SIK TOCIOHUK, IO BKIFOUAE
yc1 He0OX1JIHI METOIM JIIKyBaHHS a00, HaBMaKku, BUKIIOYAE iHII1. OCTaTOYHE PillleHHS
CTOCOBHO BHOOPY KOHKPETHO1 KJIIHIYHOI MpoIeaypu ado0 IUIaHy JiKyBaHHS MOBHUHEH
IpUiiMaTy JIiKap 3 ypaxXyBaHHSIM KJIIHIYHOTO CTaHY MAalliEHTa Ta MOXXJIMBOCTEH s
IIPOBEJCHHS 3aXOJ(IB JIIarHOCTUKHU 1 JIKYBaHHSA Y KOHKPETHOMY 3aKJaJli OXOpOHHU
3nopoB’si. KH «BpokeHnii TimoTupeo3» Mae Ha METI HaJIaHHS JIOMTIOMOTH JIIKapro Ta
IpeJACTaBHUKAM TAIliEHTa B MPUHHATTI palliOHAJBLHOTO PIIEHHS Y Pi3HUX KIIHIYHHX
CUTyaIlisfAX, € 1HPOPMAIlIHHOW MIATPUMKOI [JIs IIIBUIICHHS SKOCTI MEIMYHOI
JIOTIOMOTH Ha OCHOBI JI0Ka3iB €()EKTUBHOCTI 3aCTOCYBaHHS IIEBHUX MEIUYHUX
TEXHOJIOT1M, JTIKIB Ta OpraHi3alliiHUuX pecypciB MEAUIHOI JOTIOMOTH.

HNana KH wmictuth iHQOpMaIlil0 CTOCOBHO OOIPYHTYBAaHHS JIIKYBaJbHUX,
npo(UTaKTUYHUX Ta OpraHi3alliiHUX 3axXOJiB, IO CIPSMOBaHI Ha 3amoOiraHHs
noinparmasii. 3anponoHoBana KH He moBuHHA pO3IIHIOBATUCS, SIK CTAJIWNA CTAaHIAPT
MEIUYHOT0 OOCTEXKEHHS Ta JIIKYBaHHS, a CKOpillle BU3HAYA€ MIHIMAJIbHO HEOOXITHUN
KOMITJIEKC J1arHOCTHYHO-TIKYBaTbHUX 3axojiB. Cy4acHWI pPO3BUTOK MEIUIIMHU
nependavae TMOCTIHE BJIOCKOHANIEHHS 3aXOMiB IMOJO TIarHOCTUKH, JIKYBaHHS Ta
npoTakTUKM XBOpOO 3 ypaxyBaHHSM BHMOT JO0Ka30BOoi meaunuHH. Cuctema
CTaHAapTU3aIii MEIWYHOI JIOMOMOTHM OpIEHTOBAaHA Ha PO3pOOKYy MEIUKO-
TEXHOJIOT1YHUX JOKYMEHTIB, SKi JOTOMAararTh JNKapoo eGEeKTUBHO [iITH B
KOHKPETHUX KJIIHIYHUX CHUTyalliiX, YHUKAaIOYM HEe(PEKTUBHUX Ta TMOMMIKOBUX
BTPYyYaHb.



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6456929/
http://www.mdpi.com/journal/ijns

Congenital Adrenal Hyperplasia Due to Steroid 21-Hydroxylase Deficiency: An
Endocrine Society - Clinical Practice Guideline

MeTta: OHOBUTH KJIIHIYHI MPAKTUYHI HACTAHOBH OO BPOPKEHOI rinmepruiasii
HAJJHUPKOBUX 3aJI03 yHAcCHiAoK aedinuty 21-rigpokcunasu, mo Oyiu omyOsiKoBaH1
Ennokpunaum toBapuctsoMm y 2010 pori.

BucHoBKH: TpencTaBlieHl OHOBJIEHI PEKOMEHAAIl 3 HaWKpalloi MpPaKTHKU
II0JI0 KJIIHIYHOTO YIMPAaBIIHHSA BPOXKEHOIO TiNepIuia3i€l0 HaJHMPKOBHX 3all03 HA
OCHOBI OITyOJIIKOBaHUX JaHUX Ta €KCIEPTHOI TyMKH 3 JOJATKOBUMH MipKYBaHHSIMHU
1110710 O€3MEeKH MAIIEHTIB, IKOCT1 )KUTTs, BUTpAT Ta Bukopuctanns. (J Clin Endocrinol

Metab 103: 1-46, 2018)

NEPEJIK PEKOMEHJIAIIM
Heonatanabunii ckpuninr (HC)

Exonomiuna egpekmuenicmeo

1.1. Mu pexomMeHay€EMO, 00 yC1 MPOrpamMu CKPUHIHTY HOBOHAPOKEHUX BKIIFOYAN
CKPUHIHT Ha BPOJKEHY rinepruiazito HagHupkoBux 3ano3 (BI'H3) Buacmimok
aediury 21-rigpokcunasu (21-OH). (1@ ®0).

1.2. Mu pekoMeHAyEMO BUKOPUCTOBYBATH Ha MEPIIOMY PiBHI CKPUHIHTY aHami3 17-
rizpokcunporectepony  (17-OHP), cranmapTh3oBaHMii 3a  3arajJbHOIO
TEXHOJIOT1I0 3 HOpMaMHu, cTpaTu(iKOBaHUMH 3a TecTalliitiuM BikoM. (1| do0).
Texniune 3aysarcenHa: KITHINUCTH TIOBHHHI MaMm'sTaTH, IO IMYHOJIOTIYHI
aHai3M BCE IlI€ BUKOPHUCTOBYIOTHCS 1 3aJIUIIAIOTHCS JHKEPEIOM TOMMIKOBO-
MO3UTUBHUX pe3yabTariB. CrenudiuyHicTh MOXKe OYTH TOJIMIICHA MIISTXOM
OpraHIYHOI eKCTPAaKIIii AJI1 BUAAJIEHHS MEPEXPECHO pearyounx peyoBHH.

1.3. Mu pekoMeHayemMoO, 100 Jpyruii piBeHb CKPUHIHTY TMPOBOJAMBCS B
CKpUHIHTOBHX JIabopaTopisiXx 3 BHUKOPUCTAHHSAM PIAMHHOI XpomaTtorpadii-
TaHJIEMHOI Mac-CIEeKTpOMETpii, a He BCIX IHIIUX METOAIB (HANPHUKIA,
TCeHOTUITYBAaHHS) JJIs TIONINIIEHHS TO3UTHBHOI MPOTHOCTHYHOI IIHHOCTI
CKPHHIHTY Ha BPO/DKCHY TiNepIua3ito HaJHUPKOBUX 3a1103. (1| 00).
Texniune 3aysayxcenns. nabopaTopii, M0 BHUKOPUCTOBYIOTH PIIUHHY
xpomaTtorpadito-tanaeMHy macc-crekrpomerpiro (PXTMC), moBunni OpaTtu
y4acTh y BIATOBIAHIN mporpami 3abe3nedeHHs skocTi. KpiM Toro, KiiHIIKUCTH
MOBHMHHI YCBIJIOMJTFOBATH, IO IMYHOJIOTIYHI aHAI3W MPU3BOAATH A0 OLIBIIOT
KUTBKOCTI XMOHO-TIO3UTUBHHUX PE3YNbTATIB. TakuM 4MHOM, SKIIO JabopaTopHi
pecypcu He BkmouyarTeh PXTMC, nna miaTBEpKEHHS JlarHO3y, Tepen
MOYaTKOM JIIKYBaHHS KOPTHKOCTEPOiZaMy TOBHHEH TPOBOJUTUCA TECT Ha
CTUMYJISAIIIF0 KOCHHTPOITIHOM.

Komenmap pobouoi cpynu: Ha momenm po3pobxu 0anoi KiiHiuHOI HACMAaHOBU
6 YKkpaini HeonamanvHuli CKpUHine 30iUCHIOEMbCS 810N08I0H0 00 Ilopaoky nposedenHs
PO3UUPEHO20 HEOHAMATILHO20 CKPUHIH2Y, 3ameepodceno2o Haxazom MO3 Vkpainu
6i0 01.10.2021 poky Ne2l42 «Ilpo 3abe3neuenus po3uiupeno2o0 HeOHAMAaibHO20



CKpuHin2y 6 Yxpainiy», 3apeccmposarno 6 Minicmepcmsi ocmuyii Ykpainu 29 soxcoemus
2021 p. 3a Ne 1403/37025.

HC na BI'H3 6azyemucs na susnavenni 17-OHP y cyxiti nasami Kpoai.

3 ciuna 2024 poky 3annamosamo enpogadxicenus oOpyeozo pieua HC 3

sukopucmanuim PXTMC.

2.1.

2.2.

2.3.

3.1.

3.2.

3.3.

3.4.

IIpenaTajibHe JIiKyBaHHSI BPOI/KEHOI IinepIuiasii HAIHUPKOBHUX 32J103

Mu pagumMo KIIHIIMCTaM MPOJOBXKYBATH BBaXXKATH MpPEHATAIbHY TEpariio
EKCIIepUMEHTAIbHO0. TakuM YHMHOM, MU HE PEKOMEH]IYEMO CHel[lalbHUX
mpoTOKOJIB JiKyBaHHs. (HekmacudikoBane mojgoxxeHHs HaJeKHOT TPAKTUKH )
BaritHuM >kiHKam 3 pU3MKOM HOCiHHS mioay 3 BI'H3 1 ki po3risnaroTh
MOKJIUBICTh TPEHATAJbHOTO JIKYBaHHA, MH PEKOMEHJYEMO TPOBOJIUTH
NpeHaTalbHy TEepamilo JIMIIe 3a MPOTOKOoJamu, cxBajieHuMH HesanexxHum
€TUYHUM KOMITETOM B IIEHTpax, 3JaTHUX HAKOMHUYyBaTH pE3yJIbTaTh 3
JOCTaTHbO BEJIMKOi KUTBKOCTI MAIIEHTIB 1 TOMY TOYHIIIE BU3HAYUTH PUUKH Ta
nepesaru. (1|@®@O)

Mu pekoMeHayeEMO, 1100 AOCIITHUIIBKI TPOTOKOJIM JIJIsl IPEHATaIbHOT Tepanii
BKJItoUanu reHetuyHuil ckpuninr Ha JIHK Y-xpomocomu y maTepuHCHKiN
KPOBI, 1100 BUJIyYaTH TJIOM YOJIOBIYOi CTaTl 3 MOTEHUIHHUX TPYN JIKYBaHHS.
(HexnacugikoBaHe M0J0KEHHS HAJIEKHOI PAKTUKH)

JiarHocTuka BpOIXKeHOI rinepniasii HATHUPKOBHUX 32J103

Mu peKoOMEeHJIyeEMO CKEpPOBYBATH HEMOBJIST 3 IMO3UTUBHUMH PE3YJIbTaTaMHU
CKPUHIHTY HOBOHapojkeHux Ha BI'H3 1o muTsumx eHIOKPUHOJOTIB (SIKIIO
BOHHU JIOCTYIIHI B pErioHax) Ta 3a HEOOXIJHOCTI OI[IHUTHU PE3yJIbTaTH TECTY
CTUMYJISALIT KocHHTpOImHOM. (1|®DPO0)

B oci6 3 cumnromamu, 1110 BUHUKJIM B MI3HROMY HEOHATAJILHOMY IEPiOi MU
pPEKOMEHIyeMO mpoBecTH pano Bpauil (1o 8:00) ananiz B cuposartili 6a30Buii
piBeabr 17-OHP 3a momomoror piguHHOI Xpomarorpadii-TaHAeMHOI Mac-
cnektpomeTpii. (1|@dd0)

VY oci6 3 rpannyauMu piBHsAMu 17-OHP Mu pexomMeHayeMO BUSHAYUTH TTOBHHIMA
podisTb HAATHUPKOBUX TOPMOHIB MICJIS TECTY CTUMYJISIIIIT KOCHHTPOIIHOM, 1100
mudepenmitoBat  gedinut 21-OHu Big iHmHMX ¢epMeHTHHX AeeKTiB.
(Lleo®0)

VY oci6 i3 BI'H3 Mu nporonyeMo IpOBOIUTH T€HETHYHE 00CTEKEHHS JTUIIE TOT],
KOJIM pe3yiabTaTH NPOo(dit0 HATHUPKOBUX TOPMOHIB MICIS TECTy CTHUMYJISII{
KOCHUHTPOITIHOM HEOJIHO3Ha4YH1, a00 CTUMYJIAIIIS KOCUHTPOITIHOM HE MOXKe OyTH
KOPEKTHO BUKOHAHA (TOOTO MAlllEHT OTPUMYE TIIFOKOKOPTUKOIM) a0 3 METOI0
TCHCTHYHOI'O KOHCYJIbTYBaHHS. (2|®DHO)

Texniune 3ayseaxcennsn: 1'@HOTUNYBaHHS IIIOHAWMEHIIE OJIHOTO 3 OAaThKiB
JorioMarae B iHTEpHOpeTallli pe3yabTaTiB TeHETUYHUX TECTIB Yepe3 CKIIAIHICTh
nokycy CYP21A2

Komenmap pooouoi epynu: Ha momenm po3pobku 0anoi KiiHIYHOI HACMAHOBU

6 Vkpaini mecm 3 KOCUHMPONIHOM He NPOBOOUMbCS Yepe3 BIOCYMHICMb peecmpayii



kocuumponiny. [enomunysannsi nemoenam 3 noumusHum pezyavmamom HC
npo8OOUMbBCSl 3 BUKOPUCMAHHAM DIZHUX MOJEKYIAPHO-2eHemuynux memooie (I1J1P-
IIJ[P®, NGS, MLPA).

4.1.

4.2.

4.3.

4.4.

4.5.

4.6.

4.7.

4.8.

4.9.

4.10.

4.11.

JlikyBaHHSI KJIACHYHOI BPOIKEHOI rinepmiasii HAAHMPKOBUX 327103

B oci0, sxi 3pocTatots, 13 knacuunoro BI'H3 Mu pekoMeHnyemMo miaTpumMyrouy
Tepallito riapokopTu3oHoM. (1|®D@H0)

B oci0, ski 3pocraioth, 13 BI'H3 MM pexkomMeHAyeEMO BUKOPUCTOBYBAaTH
NEepOpaIbHY CYCHEH31I0 TIAPOKOPTH30HY Ta HE PEKOMEHAYEMO XPOHIUHE
3aCTOCYBaHHS TIIIOKOKOPTHKOIMIB TpuBaoi fii. (1|®®d0)

Y HOBOHAPOIKEHUX 1 B PAaHHHOMY AWTUHCTBI MH PEKOMEHAYEMO IO CXEMHU
JTIKyBaHHS 3aCTOCOBYBAaTH (DIIyIPOKOPTH30H Ta JOAABAHHS HATPIIO XIJIOPHUIY.
(lle®®0)

Y nopociux 3 knacuyHoro BI'H3 MM pexkoMeHIyeMO BHKOPHCTOBYBATH
IIIOJICHHO TiJPOKOPTH30H Ta / ab0 TIFOKOKOPTUKOINM TpUBAIi Ail pa3oMm i3
MIHEPaJIOKOPTHKOIIaMH 3a KIIHIYHUMH Moka3aHHsIMH. (1|@®PO)

V¥ Bcix oci6 3 kinacuuHoro BI'H3 mMu pexoMeHIyeMoO CTEXUTH 3a O3HAKAMHU
Nepe03yBaHHs TIIOKOKOPTUKOINIB, a TaKoX 3a O3HAaKaMH HEIOCTaTHHOT
HOpMaJi3aiii aHIporeHiB, 00 3aBJSKH JIIKYBAaHHIO ONTHUMI3yBaTh Npodisib
HaJHUPKOBHUX cTepoiniB. (1D HO)

B ycix oci6 3 xnmacuunoro BI'H3 Mu pekoMeHIyeMO CTEXHTH 3a O3HAKaMu
aediuTy ado HaJIUIIKY MiHEpaTOKOpTUKOIAiB. (1|®d@0)

Cmpecoge 0o3yeanns

Bcim mamientam 3 BI'H3, siki moTpeOyioTh Tepamii TITIOKOKOPTUKOINAMH, Y
TaKUX CHUTYyallisIX, K xBopoOu 3 rapsuoro (> 38,5 ° C), ractpoeHTEepHT 3
JeriparaIri€o, TSKKa Xipypris, 0 CyMPOBOIKYEThCS 3arajlbHOI aHECTE31EI0
Ta CEpHO3HOK TPaBMOK, MM PEKOMEHIYEMO  30UIBIIYBAaTH 03y
TIIIOKOKOPTHKOIIB. (1|®PDH0)

[TamienTam 13 BI'H3 mig gac moeHHMX pO3YMOBHX Ta €MOIIMHUX CTPECIB Ta
HETSDKKHX 3aXBOPIOBaHb Ta / a00 mepe 3BU4aiiHiMU (DI3MIHUMU BIIpaBaMu MU
HE PEKOMEHIYEMO 30UIBIITYBATH JO3H TNIFOKOKOPTUKOIMIB. (1| 00)
[Mamientam 13 BI'H3, saxi notpelyroTh JiKyBaHHS, MU PEKOMEHIYEMO 3aBXKIH
MaTH 13 00010 a00 HOCUTH MEIUYHY ieHTU(DIKAIlif0, TKa BKa3y€e Ha HAsBHICTD
HaTHUPKOBOI HeoctaTHOCTI. (1@ dO0)

Mu pekomeHyeMO NpOBOAUTHA HaBYaHHA nanieHTiB 13 BI'H3 Ta ix omikyHiB Ta
TICHO KOHTAKTYyBaTH 3aiisi NPOPUIAKTUKH HAJTHUPKOBOI HETOCTATHOCTI 1
30UTBIIICHHST JIO3W TIIFOKOKOPTHKOIMIB (ajle He MIHEPaJOKOPTUKOIMIB) TIPH
IHTEpKYPEHTHHUX 3aXBOpioBaHHAX. (1|®DDHO)

Mu pexoMeHIyeEMO OCHACTUTH KoxHOro marieHTa 3 BI'H3 kommiektoMm i3
MpenapaTom iH’ €KIIHHOTO TJIFOKOKOPTUKOIAY AJIsl HEBIIKJIaHOTO 3aCTOCYBaHHS
Ta HABYUTH IMAPEHTEPATHPHOMY CaMOCTIHHOMY HOTO BBEACHHIO (MOJIOAUX Ta
MaIli€HTIB CTapIIOro BiKy) a00 MpaBuiaM 3acToCyBaHHS (0aThKiB a00 OMIKYHIB)
TIIFOKOKOPTHKOIMIB I HeBiaKIaaHOi1 qomoMori. (1|@@@0)
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Monimopune mepanii

[Tamientam BikoM 1o 18 wmicsauiB 13 BI'H3 mMu pekoMeHayeMO NpOBOAUTH
CYBOpHIA MOHITOPHHT MPOTSITOM MEPIIUX 3 MICSIIB KUTTSA 1 Hajam KOXHi 3
Micai. [licng 18 micsamiB Mu peKOMEHAYEMO NPOBOAUTH KOHTPOJIb KOXHI 4
micsi. (1|@e00)

Hitsm 13 BI'H3 17151 BU3HaueHHs aieKBaTHOCTI JIIKYBaHHS TJIFOKOKOPTUKOIAaMU
Ta MIHEPATIOKOPTUKOIIAMH MU PEKOMEHAYEMO KpiM O10XIMIYHUX BUMIPIOBAHb
OPOBOAUTH  PEryJsipHE OLIHIOBaHHA IIBUAKOCTI pPOCTYy, Macu Tijia,
apTepialbHOTO TUCKY, a TAKOXK (i3uKaIbHUX 00cTexKEeHb. (1|dH00)

Hitsam 13 BI'H3 y Bimi micis 2 pokiB MU pEKOMEHYEMO LIOPIYHO MPOBOAUTH
OI[IHKY KICTKOBOTO BIKY 0O JOCATHEHHSI 3pOCTy OJU3BKO JIO0 JOPOCJIOrO.
(HexnacudikoBaHe MoI0OKEHHS HAJIEKHOT TPAKTUKH)

Hopocium 13 BI'H3 jand  OWIHKM — aJeKBaTHOCTI  3aMICHOI  Teparii
TIIIOKOKOPTHKOINaMU 1 MIHEpaJIOKOPTUKOITAMH MU  PEKOMEHAYEMO Kpim
IpOBe/ICHHS 010XIMIYHUX BUMIPIOBAaHb MPOBOJAUTH IIOPIUHI (D13UKATbHI OTJISIIH,
SIK1 BKJTFOUAIOTh OIIHKU apTePi1aJIbHOTO TUCKY, 1HJEKCY MACH TiJia Ta BU3HAYCHHS
HAsIBHOCTI KYIIMHIOITHUX 03HAK (1|@@00)

Hopocaum 13 BI'H3 mMu pexoMeHIyeMO TpPOBOIMTH MOHITOPUHT JIIKYBaHHS
[UISIXOM TOCTIZIOBHUX CUHXPOHI30BaHMX BUMIPIOBAaHb TOPMOHIB y MOPIBHSAHHI
31 CXeMOI0 MPUIOMY JTiKiB Ta Yacy 100u. (1|@@00)

Mu pexomeHayeMO, 1100 KIIHIIUCTH HE MOBHICTIO MPUTHIYYBAIM €HIOTCHHY
CEKpeIlil0 HaAHUPKOBHX CTEPOIMIB JOPOCIUM 13 BPOJIKEHOIO TiNepIlIa3i€ero
Ha/JIHUPKOBUX 3aJ103 JJIs 3a100IraHHs HECHPUATIMBOTO BIUIMBY HA JIKYBaHHS.
(lie®®0)

JlikyBaHHSI HEKJIACMYHOI BPOJKEHOI rinepniasii HaJHUPKOBUX 32J103
JiTsaMm Ta mijgriTkam 13 HekiaacuuHoro BI'H3 13 HeBiMOBIIHO paHHIM MTOYaTKOM
Ta IIBUIKUM IPOrpecyBaHHIM Iybapxe a00 KICTKOBOTO BIKY Ta Y MIITKIB, SIKi
MarpTh SIBHI O3HAaKW BIpWII3allii, MU TPOMOHYEMO TMPHU3HAYATH TEPAITiio
TJIFOKOKOPTUKOInaMu. (2| PHO00)

Texniune 3ayearxcenHnsn. pU3MKU Ta MIEPEBAry TEPAIii IITIOKOKOPTUKOITAMU CITi]T
PO3MIITHYTH Ta OOTOBOPHUTH 3 CIM'E€I0 TMAIlIEHTA.

bescumntomHuM HeBariTHUM ocobam 3 HekigacuuHoro BI'H3 wmu  He
PEKOMEHIyEMO TEPAIiio TIIIOKOKOPTHKOITamMu. (1P PO)

XBopuMm 13 HeknacuyHoro BI'H3, sxi B MUHYITOMY OTpUMYBaIH JIIKYBaHHS MU
IIPOIMOHYEMO CIIPOOYBATH MPUIMHUTH TEPAITii0, KOJU BOHU JOCSITHYTH 3POCTY
JOPOCIIOi TFOAUHU a00 YCYHYTI iHII cuMOToMu. (2| @ HO)

HopociuMm xinkam i3 Heknacuaaoo BI'H3, ski MaroTh HEIPUHUHATHY 711 HUX
rinepanaporeHiro  abo  Oe3mmigAs, MU TPOMOHYEMO  JIIKYBaHHS
TIFOKOKOPTUKOInaMu. (2|/PPHO00)

J{s1 OLIBIIOCT1 TOPOCTUX YOJIOBIKIB 13 HekiacuyHoto BI'H3, Mu mpomonyemo
JiKapsM TOJIOBHUM YHHOM HE TNpHU3HAYATH IOACHHY TIIOKOKOPTHUKOITHY
Tepariio. (2|000)
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Texniune 3ayearcenns: BUKIIOUCHHS CTaHOBIATH Oe3rtins, testicular adrenal
rest tumors! a6o myXIMHM HaIHMPKOBMX 3aJ103, 4 TAKOXK (PEHOTHIIM, IPOMIKHI
MDK KJACUYHUM Ta HEKIACUYHUM (PEHOTUIIAMH.

5.6. [Ilamientam 13 HeknacuyHoro BI'H3 mig wac Benukux omepariif, TpaBM 4YH
MIOJIOT1B MU MPOMOHYEMO 3aCTOCOBYBATH CTPECOBE J103YBAHHS T'IPOKOPTU30HY
JMIIE B TOMY BHIIAJKY, SKIIO MAIi€eHT Mae cyoontumanbHy (<14-18 mkr/m,
<400-500 HM™MoOIB/1) BIANOBib KOPTH30Jy HAa KOCHUHTPOIIH a00 STPOTrE€HHE
NPUTHIYEHHS HaIHUPKOBUX 3aJ103. (2/dO00)
Texniune 3ayeasricenna: J1ana30H JAHO JUIsl TPAHUYHUX MEX KOPTHU30IY,
BpaxoByIOuHu OuIbIy crenu(iKy HOBUX aHaJi31B KOPTU30JYy (IMB. HUXKYE).

TpusaJuie jgikyBanus naugieHris i3 BI'H3

Ilepexio 00 0opocnoi meduunoi oonomozu

6.1. Ilamientam nimritkam 3 BI'H3 Mu npononyeMo modatu nepexia 10 JOpOcioi
MEJUYHOI JOIOMOTH 3a KiJIbKa POKIB JI0 BHUXOAY 3 JAUTSIYOI CHIOKPHHOJIOTII.
(21®000)

Texniune 3ayeajrcemns: i dYac ILOTO TIEPEXOJy MH PEKOMECHIYEMO
BUKOPHUCTOBYBATH CIUIbHI KIIIHIKH, 10 IKUX BXOISATh JUTSAU1, PEIPOIYKTUBHI Ta
JOpOCITi €HJOKPUHOJIOTH Ta YPOJIOTH.

6.2. HiBuarkam mimritkam i3 BI'H3 Mu mpornoHyeMo BU3HAYaTH T1HEKOJOTTUHMMA
aHaMHe3 Ta TMPOBOJAUTH OOCTEXEHHs, 100 BIEBHUTHUCH B (YHKI[IOHATHHIN
KIHOY1H aHATOMII, BIICYTHOCTI CTEHO3a a00 MOPYIIEHb BIITOKY MEHCTPYIbHOT
KpOBL. (2| P00)

I'enemuune Koncynomyeanms

6.3. Mu pekoMeHIyeEMO MEIMYHHUM IIpalliBHUKAM, ski moiHGopmoBaHi moa0 BI'H3,
3a0€3MeunTH TEeHETUYHE KOHCYNbTyBaHHS 1iTaMm 3 BI'H3, mimmiTkam, 110
HEPEeXOATh JIO JOPOCIOl MEIMYHOI JIOMOMOTH, JOPOCIUM i3 HEKJIACHYHOIO
BI'H3 mix wac giarHocTyBaHHS, a TaKoXK MapTHepaM mamieHTiB 3 BI'H3, ski
IUTAaHYIOTh BariTHICTh. (1| O0O0)

Koncynemauia wiooo pepmunvnocmi
6.4. Ocobam 3 BI'H3 Ta nopymeHHssM GepTHIBHOCTI MU TMPOMOHYEMO 3BEPHYTHUCS

0 CHJAOKPHHOJIOTa -pemnpoayKTosora Ta/abo cremiamicta 3 (epTHIBHOCTI.
(2| B 00)

Beoenna BI'H3 ma nexnacuunoi BI'H3 nio uac eazimnocmi

6.5. Mu pexomenayeMo >kiHkam 3 HekimacuuHoto BI'H3, ski HerutimHi a60 MaroTh
aHaMHE3 TMONEepPEeIHbOT0 BHUKUJHS, JIKYBAHHS TJIIOKOKOPTHUKOINOM, SIKM He
MIPOXOAUTH Yepe3 IIaleHTy. (1| PO00)

! Testicular adrenal rest tumours (TARTS) - ne mo6poskicui AKTT-3anexkHi MyXJIMHY, SKi BUHAKAIOTh Y YOJIOBIKIB 3
BPODKEHOIO TilepIUIa3ie€lo HaJHUPKOBUX 3all03, 1 SIKIIO iX HE JIKyBATH, BOHA MOXYTh 3HHUIIUTH TKAHUHY SEYOK.
IMpurHivyBanbHe JiKyBaHHSI KOPTUKOCTEPOIJAMH MOXKE IIPU3BECTH [0 PErPECii [IUX MyXJIUH SIEYKA.
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Barithum xinkam 13 BI'H3 mum  pexomengyemo OyTu miag  Hariasgom
€HJOKPHUHOJIOra, 0013HaHOTO 1100 BPOKEHOT rnepIuia3ii HaTHUPKOBUX 3aJ103.
(HexnacudikoBaHe MOJIOKEHHS HAJIEKHOT TPAKTUKH)

XKinkam 13 BI'H3, sxi cTaroTh BariTHUMH, MU PEKOMEHIYEMO IPOJOBKYBATH
JTIKyBaHHSA TUTSL BariTHUX T1IPOKOPTU30HOM/TIPEAHI30JI0HOM Ta
by IPOKOPTU30HOM 3 KOPEKI[IEI JO3YBAHHS, SKIIO 3'IBJISIIOTHCSI CHMITTOMH Ta
O3HaKH TIIOKOKOPTHKOITHOT HeocTaTHOCTI. (1| 00)

Texniune 3ayearcenHa: KITIHINUCTH TIOBUHHI OI[IHIOBAaTH HEOOXIIHICTH
30UTbIIEHHS JO3U TUIIOKOKOPTUKOINY MPOTArOM JApPYyroro abo TpeThoro
TPUMECTPY Ta BBOJAUTH CTPECOBY /103y TJIFOKOKOPTUKOIIB M1 Yac MOJIOT1B.
Kinkam 13 BI'H3, saki BaritTHi a00 HamaralroTbCsl 3aBariTHITH, MH HE
PEKOMEHyEMO 3aCTOCOBYBATHU TJIFOKOKOPTUKOINHM, SKI MTPOXOJATh 4Yepes
IUTALICHTY, HAIIPUKIIAA, JeKcaMeTa3oH. (1| @ O0O0)

Mu panumo o0 IJ1aH MoJjoriB BariTHUX kiHok 13 BI'H3 BkitouaB crerianicra
akymiepa. (HeknacugikoBaHe MoyioKeHHS HAJICKHOT MPAKTHKH )

Haznao 3a siodanenumu ycknaonennamu BI'H3 ma ix nikyeanns

[Mamientam 13 BI'H3 mu pagumo o6upatu 310poBuil crocid >KUTTS y paHHBOMY
Billl U TATPUMKH 1HACKCY MacH Tila B ME€KaX HOPMaJILHOTO Jliana3oHy, Moo
YHUKHYTH METa0OJIIYHOTO CHHAPOMY Ta CYNMyTHIX HACTIAKIB. (2|OO0O0)

Mu npomoHyeMO TPOBOAUTH CKPUHIHT MIHEPAJIbHOT IIUIBHOCTI KICTOK
nopocauM marieHtam 13 BI'H3, ski  oTpumyBanu TpuBanuii mepion
TJIIOKOKOPTUKOINM B JIO3YBaHHSX BHINMX 3a cepefHi, abo 3a3Haiu
HETPAaBMAaTUYHOIO Iiepesiomy. (2/O00)

Mu He pexomeHayeMo nopociauM 3 kiacuuHoro BI'H3 npoBenenHs mimaHoBux
Bi3yalTi3alliiHuX 00CTEeKEeHb HAJHUPKOBHX 3a7103. (1/O0O0)

Texniune 3ayearcennsn: IlpoBoauTH BizyasizamiiiHi 00CTEKEHHS HATHUPKOBUX
3aJ103 B Jrojel 3 kimacuuHor BI'H3, ski maroTh KIIIHIYHI O3HAKH ITYXJIMHHU
HAJHUPKOBOI 3aJI03M, TMIOTAHWM KOHTPOJIb 3aXBOPIOBaHHS, MPUITMHEHHS
JIKYBaHHS TPOTATOM JIEKUIBKOX pOKiB a00 BIACYTHICTh BIANOBIAI Ha
1HTEeHCU(DIKOBaHY TEpaIlliko.

Yonosikam 13 knacuunoro BI'H3 Mu pexoMeHayeMO MPOBOIUTH TEPIOTUYHE
yIbTPa3BYKOBE JOCIIIKEHHS SIEYOK s OIHKU po3BUTKY TART. (1/@H00)
[Mamientam 13 BI'H3 mu He pekomMeH1yeMO POBOAUTH IJIAHOBE OOCTEKEHHS HA
CepIeBy 1 METa0OJIYHY MATOJOTiI0, KPIM PEKOMEHIOBAHUX [IJISl 3araibHOTO
HaceneHHs. (1 @O00)

Texniune 3aysaricennsa: KIHIMCTH TIOBUHHI BUKOPUCTOBYBATH BIIACHE
CYJKEHHS TII0/I0 HABEJACHUX BHIIE MTPOIICTYP

BinHoBJIeHHT  (QYHKIiOHAJBHOI aHATOMII HUISIXOM  XipypriuHoro

BTPY4YaHHS Y OCi0 3 BPOMAKEHOIO rinepria3icro HAAHUPKOBHUX 32J103

7.1.

Mu panumo indopmyBaTu OaTbkiB Bcix aiteit 13 BI'H3, ocoOnuBo niBuat 3
MIHIMAJIBHOIO BIpWJII3aIll€l0, TPO BaplaHTU XIPYPridHOrO JIKYBaHHS, 30KpeMa
3aTPUMKY HOTO TIpOBeCHHS Ta / ab0 CIIOCTePEKECHHS, JJOKH JIUTHHA HE CTaHE
crapior. (HeknacudikoBaHe mosokeHHs HAJIEKHOT IPAKTHUKH )
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Texniune 3aysaxcenna: Xipypriuii ornepailii TOBUHHI MPOBOJAUTHUCS TUIBKU B
LHEHTpaxX 3 JOCBIJYEHHMMH JUTSYUMHU XIpypramu/yposioramu, JIUTSYUMHU
€HJOKPUHOJIOTaMU, JUTSYIMHU aHeCTe310JI0raMH, baxiBusMu 3
MOBEAIHKU/TICUXIYHOTO 3/J0pPOB'S 1 MpaliBHUKAMHM colianbHOoi cdepu. o
ornepauii TOBUHHI MPOBOAUTHUCH IIMPOKI JTUCKYCIl I0JI0 PU3HKIB Ta IMEpeBar,
CHUIBHOIO MPUUHATTS pIillIeHb, OIJSAY MOXJIMBUX YCKIAQJHEHb Ta MOBHOI
oOi3HaHoCTi. BapTo BpaxoByBaT MOXKIJIUBICTh BIIMOBUTHUCS BiJl ONEpallii.

Komenmap pobouoi epynu: B epyny cneyianicmis, wo obcmedxicyroms oimetl 3
NOpYULeHHAM cmamegoco ougepenyiroeants, 6 momy uucii i 3 BI'H3 ma nputimaromo

piluerHss w000 HeoOXIOHOCMI ONepamusHoo JIKYBAHHS 6KIIOYEHO 2IHEeK00218.
Jlcepeno: Pediatric Endocrine Society/European Society for Paediatric Endocrinology Consensus
Group. Consensus statement on management of intersex disorders. J Pediatr Urol. 2006;2(3):148—
162.

7.2. Y mamieHTOK *1HOYOi CTaTi 31 3HAYHOIO BIPWIII3AII€I0, MU PAUMO OOTOBOPUTH
paHHE XIpypriuHe JIKYBaHHS JUJII KOPEKUii ypOreHITaAIbHOIO CHHYCA.
(HexnacudikoBane MojaoKeHHS HAJIEKHOT IPAKTUKHU)

7.3. Ilpum nixyBanHi HenoBHOMITHIX 13 BI'H3 mMu paaumo, mo0 BCi pillieHHS 00
XIpypriyHOTO JIKYBaHHS 3aJIUIIAIKCS IPEPOraTUBOIO ciMeil (ToOTO OAThKIB 1 3a
3rOJI0K0 JITEH CTApIIOTO BiKYy) TPH CHUIBHOMY TIPUUAHATTI pIlIeHb 3
JOCBITYCHUMHU XIpyprivHuMU KOHCYJIbTaHTaMH. (Hexnacudikoane
MIOJIOXKEHHSI HAJIEYKHOT IIPAKTUKH)

7.4. Y mnamieHtok >xiHouoi crtati 13 BI'H3, nmns skux oOpaHO Xipyprioo, MH
IPOMOHYEMO BUKOHYBATH BariHOIUIACTUKY, BUKOPHUCTOBYIOUM YPOTEHITAIbHY
MOO1TI3al1i10, 1, AKIIO 00paHO, HEHPOBACKYJISIPHO-IIIAAHY KIITOPOIIJIACTUKY MPU
3HAYHIN KITiTopoMeratii. (2|@000)

ExcnepumenTajibHa Tepania Ta MAHOYTHI HANIPSIMKH
3acanvui MIpKYyeanHA ma He3pO3yMIili KNIHIYHI hompeou

8.1. V mnamientiB 13 BI'H3 Mu He peKOMEHIYEMO BHKOPHUCTOBYBATU
EKCIIEpUMEHTATbHI METOJM JIKYyBaHHS 3a MeXaMu O(DImiifHO CXBaJeHHX
KIIHIYHUX BUTIPoOyBaHb. (HeknacudikoBaHe MOM0KEHHS HAICKHOT MPAKTHUKN)

Aopenanekmomisn
8.2. V xBopux 3 BI'H3 wmum mnpomoHyemo HE MpPOBOAUTH JTBOCTOPOHHIO
aZpeHaNIeKToOMIf0. (2 | @ O00)

Ilcuxiune 300poe’n

9.1. Jlnsa oci6 3 B'H3 Tta ix 6aThkiB MM pEKOMEHIYEMO MPOBECTH KOHCYJIBTAIlI] Ta
OITIHKY TIOJ0 MOBEAIHKHA Ta TICUXIYHOTO 3/I0POB'S IJIsi BUPIMICHHS OYIb-SIKHX
npoOJjieM, TOB'I3aHUX 13 BPOJPKEHOIO TIMEpPIUIa3i€l0 HAJHUPKOBUX 3aJI03.
(11 &® 00)
Texniune 3ayseaxcenna: KniHimuctam ciijg nam'statv, 1o ocodou 3 BI'H3
MOXYTh OIMUHUTHCS 1] 3aTPO30I0 PO3BUTKY MPOOJIEM ICUXIYHOTO 3/10POB'S Ta
MAaTl HU3BKUA TOPIr AJi1 3BEPHEHHS 3a MCUXOJOTITYHUM YU TMCUXIATPUUHUM
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nikyBaHHsM. [lpakTukyroudi (axiBli 3 TICUXIYHOTO 370pOB'S MOBHUHHI MaTH
cremianbHl 3HAHHS IIOJO0 OLIHKM Ta YHOPaBIIHHSI ICUXOCOL[IaIbHUMU
npobiemamu, noB's3anumu 3 BI'H3.

BBenenus

Pe3romMe 3MiH y peKOMeHAaLliSIX 00 BPOIKEHOI rinepmniasii HaAHMPKOBUX
3as103 2018 poky

3 momeHty mnyoOmikamii y 2010 poui kimiHiuHOT HactaHoBu ToBapucTBa
enokpunosioris o0 BI'H3 [CAH (1)] BinOysocs kuibka 3MiH. MeToau A1arHOCTUKU
HOBOHAPO/DKEHUX OYyJIW BIOCKOHAJICH1 JJIi BUKOPUCTAHHS TECTAIIHOTO BIKY Ha
J0JIaTOK JI0 Baru TPU HAPOJDKCHHI IS 1HTEpIpeTalii rpaHUYHUX TOYOK abo IS
BUKOPUCTaHHS  PIAMHHOI  Xpomarorpadii — TaHAEMHOI Mac-CIeKTpPOMETpii
(LC-MS/MS) sik BTOpUHHOTO CKpUHIHTOBOTO TecTy. CTaHIapTOM ISl MiJTBEPIXKEHHSI
niarHo3y BI'H3 mpojoBXyrOTh 3alWIIATUCS BUMIPIOBAHHS CHPOBATKOBOTO 17-
rinpokcurporectepony (170HP), wnaifyacTimie 3 KOCHHTPOIIHHOI CTUMYJISIIIELO.
[TosiBa KOMEPIIIHO JOCTYITHUX BUMIpIOBaHb 2 1 -I€30KCUKOPTH30JTY B CHPOBATIII KPOBI
MOKe cripocTutu ifeHTudikamio HociiB BI'H3. Bukopucranus nporo anamity ado
npodUTIOBaHHS CTEPOI/IB JIJIT MOHITOPUHTY JIIKYBaHHS LI€ HE TIEPEBIPEHO.

Hogi gocmniiykeHHsT Ha JIFOASX 1 TBAPUHAX CB1IYATH PO MOAANBIIN 3aHETTOKOEHHS
1010 PEHATAJIBLHOTO JIIKYBaHHS JIeKcaMeTa30HOM. J{0Cl He CTBOPEHO MI>KHAPOIHOTO
PEECTPY IOBFOCTPOKOBUX PE3YIBTATIB 0C10, SIKI OTPUMYBAJIU MIPEeHATAIBLHE JIIKYBaHHS
nexkcaMmeTa3oHoM. He3Baxarouu Ha Te, 110 B JaHHUM Yac MIHUPOKO BUKOPUCTOBYETHCS
HEIHBa3WBHA TMpEHATallbHa JlarHOCTHKa cTari 1wiona, reHotun BI'H3 Oys
3apeecTPOBAHMM JIUIIE B TOCTIKEHHI, 10 MATBEP/KYE KOHIIEIIIIIO, 1 He € PYTUHHO
JTOCTYIMHHUM. Tenep 111 HacTaHOBa MICTUTB OLIBII JAeTaabHI IPOTOKOJIH JIJISL TOPOCIHUX,
0COOJIMBO BAriTHUX JKIHOK. MM TIpOMOHYeEMO OLIbII TMOMIpPHE BHKOPHUCTaHHS
JI03yBaHHsI CTPECY i Yac He3HAYHOT'0 3aXBOPIOBAHHS 200 HE3HAYHOT'O XIPYpPridHOTO
BTpy4aHHs y mamienTtis 3 BI'H3.

3 YacoM MiAXia 10 PEeKOHCTPYKTHBHOI XIpyprii cTaTEeBUX OpraHiB 3MIHHMBCA,
BKJIFOYAIOUM OUTBII CIUIBHE TIPUHHATTS pilieHb MK OaThbKaMH, Talli€HTaMH,
Xipypramu, €HIOKpUHOJIOTaMH, (axiBISIMH 3 TICUXIYHOTO 3JI0pPOB'Sl Ta TpylaMu
miaTpuMKu. CUCTEMaTHYHHMA OTJIS[ Ta METa-aHalli3 OIMyOJIIKOBaHOI1 JITEpaTypu 3
xipyprii xiHok 3 BI'H3 1o movatky 2017 poky He 3MOTJIH BUSIBUTH IOCTATHBO HAYKOBO
TOYHUX JIOCITIIPKEHb, 5K O OKPECIIOBAIM CIPUSTIMBE CIIBBIIHOIICHHS KOPHUCTI Ta
PU3UKY JUIsl paHHBOI ab0 MI3HBOI TIAHOBOI PEKOHCTPYKTHBHOI XIpYyprii CTaTeBUX
opraniB mis xiHOK 3 BI'H3. Mu ctBepmxyemo, mo BI'H3 He chig oToToXKHIOBaTH 3
iHImMME, OUThIn piakicHuME 46, XX a6o XY posmamaMu CTaTEBOTO PO3BUTKY MpHU
dbopMyIFOBaHHI HACTAHOB 1 TOJITUKY JiKyBaHHA. Hamri 1i1i mocTimoBHO cipsMOBaHi
Ha 30epekeHHs QYHKI[IOHAIBHOT aHaTOMIi Ta ()epPTHIIBHOCTI.

B iHmomMy HOBOMY MeTaaHami3i NOCTIIHWKHA HE BUSBUIM MPSMUX 100pe
KOHTPOJILOBAHUX JI0Ka31B CEpPLIEBO-CYAMHHOI a00 MeTabOJIuYHOI 3aXBOPIOBAHOCTI Ta
cMepTHOCTi, ToB's3aHoi 3 BI'H3. Takum dumHOM, MM peKOMeHAYyeMO, 11100 ocodu 3
BI'H3 mpoxoaunu MOHITOPUHT BIAMOBIAHO /10 3arajJbHONMPUHHATHX PEKOMEHAIN
100 MOHITOPUHTY MITeH, MIIITKIB Ta TOPOCIUX, K1 He mocTpaxaanu Big BI'H3.
VYrpumanusa mnamieHtiB 3 BI'H3 micns «3akiH4eHHS» NEAIaTPUYHOI JOTIOMOTH €


https://www.ncbi.nlm.nih.gov/pmc/articles/PMC6456929/#B1
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BXKJIMBOIO METOI0, 1 MM HAroJIOCUJIU Ha HEOOXITHOCTI MOKPAIEHHS MOHITOPUHTY
MICUXIYHOTO 3710poB's. HapemiTi, y 11i HACTaHOB1 MM OOTOBOPIOEMO MOTEHIIIIHI HOBI
METO/IM JIIKYBaHHS Ta MaOyTHI LIISIXU MOKPALEHHS AKOCTI XKUTTS A ocio 13 BI'H3.

BU3HAYEHHS, MATO®I3IOJOI'TA TA 3AXBOPIOBAHICTDH HA BI'H3
BI'H3 — e rpyna ayToCOMHO-pELIECUBHUX PO3JIAJIB, IO XapaKTepU3yIOThCS
MOPYLICHHSIM CHHTE3y KOPTH301y. 3a JaHUMU HEOHATaJIbHOIO CKPHUHIHTY Ta
HaIlIOHAJIbHUX PEECTPIB Y OUIBIIOCTI TOCTIKEHb 3aXBOPIOBAHICTh KOJIUBAETHCS BiJl ~
1:14 000 mo 1:18 000 Hapo)eHUX, ajie MaToJIOTisl OUIbII MOMIMpPEHAa B MAaJHX,
T€HETUYHO 130JIbOBAHUX TpyMax 3 MEHIIUM TeHO(POHIOM, OCOOJIUBO B BIIJTAIICHUX
reorpaiyHUX perioHax [Hanpukiaa, Ansckinebki FOmiku, inmux; Tabmuis 1 (2-23)].

Taoauus 1.
[opiBHsbHA yacToTa Kiacuunux popm BI'H3 y Hacenenns pizHUX Kpain
. I?OBHI . O6csar e IMocuna
Kpaina HalliIOHAJIbHI . 1/Yacrora (loHomeHux
. BUOipKH . HHS
aaHi? a0o uinomy)

ApreHTtuHa .
(Byenoc Afipec) Hi 80,436 8937 50 (2
ABcTpanis
(3aximHa Hi 550,153 14,869 N/A 3)
Ascrtpais)?
ABcTpanis
(Hosmit Hi 185,854 15,488 1.8 (4)
I1iBnenumii
VYennc)
Ascrpanis® Tak 18,034 N/A 4)
Bpazwist Hi 748,350 14,967 (5)
bpasunis  (urrar Hi 82,603 10,325 28.6 (6)
Goias)
bpazumis  (mrat .
Minas Gerais) Hi 159,415 19,927 2.1 (7)
bpazunis  (utat
Rio Grande do Hi 108,409 13,551 1.6 (8)
Sul)
Kuraii Hi 30,000 6084 9)
XopBartis Tak 532,942 14,403 (20)
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HoBHi I %
. . . O0csar ITocuna

Kpaina HAaLIOHAJIbHI . 1/Yacrora (Jonomenunx

. BUOIpKHN . HHSA

AaHi? a0o uinomy)

Kyba Tak 621,303 15,931 0.3 (11)
Heceka Tax 545,026 11,848 16 (12)
Pecny6Onika
Dpaniis Tax 6,012,798 15,699 2.3 (13)
Himeuumra Hi 1,420,102 12,457 5 (14)
(baBapis)
Tumis Hi 55,627 6334 (15)
Anownist .
(Canmopo) Hi 498,147 20,756 8 (16)
Smownis (Toxkio) Hi 2,105,108 21,264 25.8 a7
Hoga 3enanmis Tak 1,175,988 26,727 (18)
HIBerist Tak 2,737,932 14,260 25.1 (19)
06 emane Tax 18,248 N/A (20)
KOPOJTIBCTBO
O0’enHaHi
ApaOChKi Tak 750,365 9030 (21)
Emipamu
Ypyrsaii Tak 190,053 15,800 (22)

Jani neonamanbHo20 CKPUHIH2Y, 3G BUKIIOUEHHAM MUX, WO BUHAYAIOMbCA K MAKI, WO
HAao0xo0smb 3 HAYIOHAILHUX peecmpig. [lani 3 docnidcens, onyonikosanux 6 2008 p. i nizuiwe. binvu
panni docaioxcenns niocymosani van der Kamp and Wit 2004 (23) i Gidlof et al. 2014 (19).

Abpesiamypa: N/A, ne docmynno, I1I1L], no3umugHa npocHOCmMuyHa YiHHicmb (01 CKPUHIH2Y
HOBOHAPOOIICEHUX, OU8. po30in 1).

8 [lani 3 HayioHAbHUX peecmpis.

Komenmap pooouoi cpynu: Ha momenm po3pobku 0anoi kiiHiuHOI HACMAaHO8U 8
Yrpaini 6 2022 poyi BIH3 3 6y10 diacnocmosano y 16 HOBOHAPOOICEHUX, WO CKIAOAE
1 sunadox na 10 000 obcmesrcenux nio wac HC

BI'H3 cnpuunnsiersess B ~ 95% Bumnagkax mytamisimua CYP21A2, rena, 1o
KoJy€e HaaHUpKoBy ctepoin 21-rigpokcmmas (P450c21) (24, 25). lleit depmeHnt
neperBoptoe  17-OHP  wa  11-geokcwkopTu3on 1 HPOTeCTEpOH -  Ha
JIEOKCUKOPTUKOCTEPOH, MPUUOMY Il MPOAYKTH € TMONEePEeAHUKAMU KOPTH30Jy Ta
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anbIOCTepoHy. biokana cHUHTE3y KOpPTHU301y MNPU3BOAUTH OO  CTUMYJISLIT
KOPTUKOTPOIIHOM KOPH HAJHUPKOBHUX 3aJl03, 3 HAKOINHMYEHHSM IONEPEIHUKIB
KOPTHU30ILY, SIKI BIIBOIATHCS 10 O10CUHTE3Yy CTaT€BUX TOPMOHIB (puc.1).

A

Cholesterol
P450scc
+ StAR
3BHS P450c21 P450c11AS
Pregnenolone —— Progesterone 11-Deoxycorticosterone —— Aldosterone
P450c17 P450c17
3BHSD P450c21 P450c11p
170H-Preg —— 170H-Progesterone 11-Deoxycortisol Cortisol
(170HP)
P450c17+ bg
3pHSD
DHEA SpHBD Androstenedione
17BHSD i 17BHSD
+
5aR2
Androstenediol 3pHSD Testosterone DHT
Cholesterol
P450scc
+ StAR
Pregnenolone
P450c17
3pHS saRtd Reductive
HSD S5a-Pregnan- 3gHSD 170H-
170H-Preg 1 7QHP 17a-01-3,20-dione Allopregnanolone
P450c17+ b P450c17+ by P450c17
.
3HSD
DHEA 3BHSD Androstenedione Androsterone
17HSD 17BHSD 178HSD
Oxidative
R 3aHSD
Androstenediol JpHen PoaRs

Testosterone ——— DHT

Androstanediol

Pucynok 1.

(a) Hopmanvruii cmepoiooeenes 6 naonupkosux 3an03ax niooda. OCKibKu HAOHUPKOGI 3a103u
nio0a Mawmv HU3bKUUl pieeHb 3f-ciopoxcucmepoiodeciopocenasu, OCHOBHUUL cmepoidozeHes
cnpamosanuti Ha oOezciopoenianopocmepon (I'EA), a nomim na JI'EA cynvgham, ane negenuxa
KiIbKIiCmMb cmepoioié 6X00myb WLIAXAMU 6 HANPSAMK)Y alb00Cmepory ma Kopmu3ony. Haouupkosa
21-OH P450c21 mae eaowcnuse 3unauenns Oas 0060ox wnaAxie. Haowupkosi 3anosu moorcymu
CuHme3sysamu Hesenuxy Kinbkicms mecmocmepony uepes 17fHSDS (AKR1C3). V' nusicnvomy
npagomy kymi posmiwero ll-oxcuanopocenoguil winsax, 6 AKomy aHOpOCMeEHOIOH 8 HAOHUPKOBUX
3an03ax nepemeoprocmocs 0o 1 1f-ciopoxcuanopocmendiony (110HA4), a nomim y naonuprosux
3anozax ma/abo nepugepuynux mranurnax 0o ll-xemoanopocmendiony i, 3pewmoro,
11-xemomecmocmepony (11KT). Cunmesz 110HAA i 1 1KT € sadxcnusum wiisixom 6 NOCMHAMATbHOMY
AHCUMMI, @ MAKOINHC MOdice 8100Y8AMUCL 8 HAOHUPKOBUX 3A103AX NLOOY.

(6) 3a siocymnocmi 21-ciopokcunasuoi axmuenocmi P450C21 mpu winaxu eedymv 0o
anopoeenis. Ilo-nepwe, winsax 6i0 xonecmepony oo JI'EA 3anuwmaemocsa nesminnum. Hezeadcarouu
Ha me, wo bazamo J{I'EA inakmugyemocs 0o [JI'EA cynvgpamy, 36inbwenns cunmesy I'EA npuzeede
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00 nepemeopenns Oesikoi kinokocmi JJI'EA ¢ mecmocmepon i ouciopomecmocmepon (AI'T). Ilo-
opyee, Xoua 8 HOPMAIbHUX HAOHUPKOBUX 3A103aX MIHIManbHi Kitbkocmi 17-OHP nepemeopiorombcs
Ha aHOpocmeHOioH, eenuyesna Kitokicmv 17-OHP, wo cunmesyemvcsa npu BI'H3, 0ozeonse
nepemeopumu quuie 0esky kinvkicmo 17-OHP 6 anopocmenodioH, a 6cio pewimy- Ha mecmocmepoH.
Ilo-mpeme, anvmepnamugHuil wiaax 3anrexcums 6i0  So I 3a  pedykyii 17-OHP 0o
170H-anonpeenanonony. Ileti cmepoio necko nepemeoprOEmMvbCs 8 aHOPOCMEHOION, KU NOMIiM
mooice Oymu okuchenutt 0o HI'T oxuchum pepmenmom 3o-eiopoxcucmepoiode2iopoeenazoio
(30HSD). Ponv anemeprnamusnoco wnaxy npu BI'H3 niomeeposcyemovcsa 30inbuleHHAM PIiGHsL
Memabonimie 1020 YHIKAIbHUX CMEPOIOHUX NPOMINCHUX CNOIYK Y cedi HOBOHAPOOICEHUX, dimell ma
oopocnux 3 BTH3 (26).

KapaunansHoo 0COOMMBICTIO KiIacHuHOi abo TsKkoi Bipuiizyrouoi BI'H3 y
HOBOHAPO/DKEHUX JKIHOYOI CTaTi € aHOMajbHUH PO3BUTOK 30BHINIHIX CTATEBUX
opraHiB 3 pi3HOW0 Miporo Bipwiizanii. Moxmusicte BI'H3 cnig posrnsigatu ans
HEMOBJIAT, 1[0 MarOTh ABOOIYHI HemaJbIloBaHI ToHamau. Y 75% BUIIaAKIB 3 TSKKHUM
bepMeHTHUM Je(iIMTOM HeaJleKBaTHA MPOIYKIliS abJOCTCPOHY CIIPUYHMHSIE BTPATY
COJIi, 3aTPUMKy PO3BUTKY 1 TOTCHI[IHHO CMEPTEIbHY TIiMOBOJIEMIIO Ta IIOK.
Binminnocti pisaux ¢enorunis BI'H3 noknagno ommucano White and Speiser (27).
Heonatanbuuii ckpuninr, Tenep 3aranbauil y Cnonyuenux Illrarax (28) ta y 6aratrox
IHIIMX po3BUHEHUX KpaiHax (19), Moxe moM'sKImuTy 1i yckiaagHeHHs. [Ipomymenuii
miarHo3 coneBTpaTtHoi BI'H3 mnoB'i3anuii 3 MiABUIIEHHMM PHU3UKOM PaHHbBOI
HEOHATaJIbHOI 3aXBOPIOBAHOCTI M cMepTHOCTI. Skmo mpocra BipwibHa BI'H3 He
PO3MI3HAETBCS 1 HE JIKYEThCS, SIK JIBYATKA, TaK 1 XJOMYHUKH MOXYTh 3a3HABATU
IIBUIKOTO TIOCTHATAILHOTO 3pOCTaHHS 1 BIpUIIi3aIlii.

Oxkpim "kmacuuHoOi coJjieBTpaTHOi" Ta "mpoctoi BipuibHOI" ¢opm BI'H3,
JIarHOCTOBaHUX Yy TUTUHCTBI, ICHYE TaKOX M’sika a00 "HekiacuyHa" opma, sika Mae
pi3HI CTymeHI IIOCTHAaTAJbHOIO HAJIMINKY aHAPOreHy, ayie 1Homi OyBae
oescumnromMuo0 (29). Jlerki cyOKIiHIYHI MOPYIIEHHS CHHTE3Y KOPTH30JYy IIpH
HeknacnuHii BI'H3 (HKBI'H3) 3a3Buuaii He nmpu3BOAATH /10 aJ1iCOHIYHOT Kpu3n. Ha
miJICTaB1 JOCIKEHB acoIiallii TaluIoTUITIB IOMMPEHICTh Hekitacuuaux ¢hopm BI'H3
y 3arayibHii momyssmii Outomkipux Oyno omineHo sk 1:500 - 1:1000, ane cepen
MOITYJISAIIIN 3 BUCOKUM PiBHEM OJHOKpOBHUX MUTO0IB - Bix 1:50 mo 1:100 (30). binbmr
mi3Hi a"anizu renotuny CYP21A2 BkasyioTh Ha Te, mo y nomyisnii CIIA gactora
HKBI'H3 y 3nauno Bumia ~ 1:200 (95% nosipuwuii piBens, Big 1:100 xo 1:280) (31).

TsokKicTh 3aXBOPIOBaHHA Kopentoe 3 ajenbHumu  Bapiamismu CYP21A2.
I'enotunyBanus oci6 3 BI'H3 Moxe cTaT MOMHIKOBUM 4Yepe3 CKIaAHICTD TyIUTiKamii
T'CHIB, JIEJICIIi] Ta IepecTaHOBKH B xpomocoMi 6p21.3 (32). Binomo maitxe 300 myrarriid
CYP21A2 (33), ane Benuki aenelii Ta crutaiicuarona myramist (intpon 2, IVS-13 A/
C — G, -13 nmykmeoTuau i3 calTa CIUIAMCEBOTO aKIENTOpa), IO BHCHAXYIOThH
aKTUBHICTH (epMeHTy, ckiamaroth ~ 50% ameneir wracmunoi BI'H3 (34-36).
[Tpubnuzno Bix 5% 10 10% marientiB i3 coneprpatHoro BI'H3 matots rinepmoOinbHy
dopmy cunapomy Enepca-/lanimoca BHACHIIOK HEAOCTAaTHOCTI TEHACHUHY-X,
komoBaHoro renom TNXB, skuit mepexpuae CYP21A2 (37).

HexoncepBatuBHe 3aMimieHHs aMiHiB B ek30HI 4 (p.l1le172Asn), mo 306epirae
~ 1% no 2% depmenTHOT GYHKINI, aCOIIIOETHCS 3 MPOCTOI BiPHIIIZYIOYOIO
knacuanoro BI'H3 (38). Toukosa myTartis B ek3oHi 7 (p.Val281Leu), sika 36epirae Bix
20% no 50% ¢yukuii pepmenty (38), npunagae Ha OunbimicTh aneneidr HKBI'H3 (31,
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39, 40). Ockinpky OaraTo KOMITayHJ T'€TEPO3MTOTHHUX MAIlI€HTIB € HOCIAMHU OiIbIIe
OolHOT MyTalii Ha ofHid abo o6ox anensix CYP21A2, icHye MMpPOKUN CHEKTP
denorunis (35).

3AIMCHEHU CUCTEMATHYHUM OTJISI]

KomiteT mo HanmMcaHHIO HACTAHOBH 3aMOBHB JIBa CUCTEMATHUYHI OTJISIIA: OJMH 3
HUX CTOCOBHO CEpIIEBHX Ta METa0OJIIYHMX 3aXBOPIOBaHb, MoB's3anux i3 BI'H3 (41), a
JIpYTuM - 1751 TOTO, 100 BCTAHOBUTH, YU MOBUHHI KIIHIIIUCTAM MPOBOJUTH Omepariii
Ha cTaTeBUX opraHax (42).

[Mepmmii ormsan (41) migOuB miacymku 20 CHOCTEPEKHHUX MAOCTIIKCHb Ta
NPOJEMOHCTPYBAaB  HEBEJIWKE, ajJe¢ 3HAYyHE IMJBHIICHHS CHCTOJIYHOTO Ta
J1aCTOJIYHOTO apTepiaJbHOTO TUCKY, PE3UCTEHTHOCTI A0 I1HCYJIHY Ta TOBIIMHU
IHTUMU COHHUX apTtepiit y oci0 3 B'H3 y nopiBHAHHI 3 KOHTPOJIBHOIO Ipymnoto 0e3
BI'H3. Sxicte mokaziB (TOOTO, BIEBHEHICTh y IMX OIlIHKax) Oyja HU3BKOKO Yepe3
oOcepBallliHUN XapaKTep J10Ka3iB, PU3MK YIEpeHKeHHS Ta HEOIHOpPinHIcTh. Kpim
TOTO, B TOMYJSLIMHUX JTOCHIDKCHHSX BHUSABJICHO OLIBII BUCOKY TIOIIMPEHICTH
rinepTeHsii, rinepiiniaeMii Ta IykpoBoro jniadety 2 tuny y aopocnux 3 BI'H3, Hixk B
rpyni KoHTposto ocid 6e3 BI'H3.

Y apyromy ormszi (42) migouto miacyMmku 29 oOcepBaliitHUX J0CTIIKEHb, 110
OIIIHIOBAJIM TMAIlIEHTIB, SIK1 3a3HAIM Oomepallli y cepeJHpoMY Billi 3 pokiB. JlociKeHHS
OI[IHIOBAJIM PI3HOMAaHITHI XIPYpPri4Hi METOJUKHU Ta TMOBIJOMIISUTH TIPO TapHY 3arajibHy
32JI0BOJICHICTh MAIll€EHTa Ta XIpypra KOCMETHUYHUMH Ta (PYHKIIOHAJILHUMHU
pesynbratamu. OTJisi] TaKoK MICTUB OLIIHKY XIPYPriYHUX YCKIaAHEHb Ta CEKCYyaabHOT
¢bynakmii. Taki mokazu OynM TakoX HHU3BKOI SIKOCTI Ta MaJli BUCOKUM PU3BHUK
yIEPEIKEHOCTI.

1. HEOHATAJIbHUI CKPUHIHT
Exonomiuna eghekmuenicmeo

1.1. Mu pekomeHayeMO, 00 YCi IporpaMy CKpUHIHTY HOBOHAPOKEHUX BKITIOYAIN
CKPUHIHT Ha BPOJDKCHY TiMepIia3ilo HAAHUPKOBUX 3aJI03 BHACTIAOK AediluTy

21-OH. (11©®@0)

Komenmap pooouoi epynu: Ha momenm po3pooku 0anoi KiiHiYHOI HAaCMaHosu
6 Ykpaini neonamanvruuti ckpunine na BI'H3 30iticnioemuocs 3 2012 poky, 3 nepepgoio
v 2014 —2017 poxax. HC na BI'H3 30iticnioemucs 6 ycix pecionax Yrkpainu. Ilpomszom
Yb020 Yacy nepiooudHo 8UHUKAIU NPoOIeMU 3 (DIHAHCYBAHHAM 3A3HAYEHOI NPOCPAMU,
WO CHPUYUHIOBANIO0 MUMYACO8E NPUNUHEHHS  OO0CHI0NHCEHb  HOBOHAPOONCEHUX
mpusanicmio 6i0 1 0o 9 micayie (8 pi3Hux pecioHax no pizHomy) uepe3 GI0CYMHICMb
HeoOXIOHUX pea2eHmIs.

3a  oanumu  ogiyitinoi  cmamucmuxa MO3  Vkpainu  oxonnenmus
Hogonapoodcenux HC na BI'H3 ¢ 2020 poyi 2022 poui cxknano 65,4%, ¢ 2021 poyi -
82,8%, 6 2022 poyi - 67%,

Hoka3zu
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Panne posmizHaBanHs Ta jikyBaHHa BI'H3 moxe 3amobirtu cepito3Hiil
3aXBOPIOBAHOCTI Ta cMepTHOCTIL. Hapasi y Bcix 50 mratax y Cnonyyenux IllTarax, 35
IHIIMX KpaiHaxX, a TaKOX YacTHUHI 3 17 HOAATKOBUX KpaiH MPOBOJUTHCA CKPUHIHT HA
BI'H3. 3rigHo 3 pe3ynapTaTaMu CKpPUHIHTY, yacToTa KiacuuHux ¢opm BI'H3 B
OUTBIIOCT] MOMyYJsALiNA cTaHOBUTH BiJ ~ 1:14 000 mo 1:18 000. Tabnuus 1 miacymoBye
naui 3a 2008 pik; gani, 310pani 3 1997 mo 2007 pik, cxoxi (23, 43, 44).

CKpHUHIHI 3HAYHO CKOpPOYY€E Yac IiarHOCTUKU HemoBisAT 3 BI'H3 (45-48),
BIJIMOBITHO 3MEHILYIOYM 3aXBOPIOBAHICTh 1 CMEPTHICTh. PeTpocneKkTHUBHUHN aHami3,
npoBenenuid B Yecwkit PecnyOmimi 1 ABcTpii BHCYHIEHHMX 3pa3KiB  KpOBI
HOBOHAPOJIPKEHUX, K1 He Oynu ckpuHoBaHl Ha BI'H3 y Bumagkax pantoBoi AUTSI4YOi
CMEpPTHOCTI, BU3HAYWIN TPU TEHOTHIIOBO MiATBEp/KeHI BUMaaku kinacuyHoi BI'H3
cepen 242 3paskiB, mo Oynu npockpuHoBadi (49). Ha BigMiHy BiJ IIbOrO, BEJIHMKE
NomyJsiidHe TOCHIKEeHHsl B pailoni Manuectepa y CnonydeHomy KopomiBcTBi He
BUsIBIIIO BUNIaAKIB 3axBoproBaHHs BI'H3 cepen 1198 cyxux 3pa3kiB KpoB1 y AiTeH, sKi
nomepiu Big 5 go 6 wmicamiB (50). Xmomuuku 3 coneBTpaTHOO (popmoro BI'H3,
YacTille, HK JKIHKU, 3a3HAI0Th 3aTPUMaHHS a00 MMOMUJIKU B JIIarHOCTHUII1, OCKITbKU B
HUX BIJICYTHS HEBU3HAUEHICTh OyAOBH TeHiTanid. TakuMm YMHOM, BIIHOCHA
HEYMCIIEHHICTD JITEH YOJOBIYOi CTATI 13 COJIEBTPATHOIO (DOPMOIO Y MOMYJIAIIIT XBOPUX
MOXe OyTH BH3HAHA HEMPSIMHUM CBIIYEHHSIM HE3apEeECTPOBAHUX CMEPTEH Bif
cosieBTpaTHUX Kpu3iB. Hacnpapni, B aeskux (10, 51-53), xoua 1 He y Bcix (50, 54)
PETPOCTIEKTUBHUX JOCHIKEHHAX, B SKUX KIIHIYHO aiarHocTyeTrhcsi BI'H3, xiHoua
CTaThb NEPEBHUIIYE YOJIOBIUY, 1 ISl TepeBara XIHOK 3HUKA€ TMPU BIPOBAKEHHI
HEOHATAIBHOTO CKPUHIHTY (54). Jlesiki JOCIITHUKY TTOBITOMUIIH PO YACTOTY CMEPTEH
~ 10% cepen HeMOBIAT 13 coneBTpaTHOIO dopmoro BI'H3 3a BiACYTHOCTI CKpUHIHTY
(55), ane 3a octaHHIMHU OI[IHKaMH 3 PO3BUHEHHMX KpaiH BoHa Hmk4a - Big 0% mo 4%
(56).

[Ilo cTocyeThcsi 3aXBOPIOBAHOCTI, TO [IITH, JIarHOCTOBaH1 MPU CKPUHIHTY,
MalTh MEHII Ccepio3Hy TinmoHaTpiemiro (48) 1, sSK MpaBWIO, MaKTh KOPOTIILY
rocmitamizamito (46, 48, 50, 57), HDK OiTH 3 MM3HIM JiIarHOCTYBaHHSIM.
HecnipoMoxHICTh B HaBYaHHI MOYKE€ PO3BHBATHUCh Yy TAIIEHTIB 3 COJEBTPATHUMU
kpuzamu (58). HesBakarounm Ha Te, MO XJOMYUKHA 13 COJEBTPATHOIO (HOPMOIO,
OUYEBUITHO MAaOTh HAHOUIBIY BUTOMY Bil MpPOTpaM CKPHUHIHTY, TAKOX 3MEHIIYETHCS
3aTpUMKa y TMPaBWIBHOMY BH3HAYEHHI CTaTi JiBYaTaM 13 3HAYHUM CTyIEHEM
Bipunizantii (43, 48). bursiie Toro, y XJI0m4uKiB 3 MPOCTOIO BipHIIi3yr0Uuo0 (HopMoro
XBOp00Oa MOXe 1HaKIIe He J1arHOCTYBATHCS, IOKU MI3HIIIE B TUTUHCTBI HE MOYMHAE
CHOCTEPIraTUCh IIBUAKE 3POCTAHHS Ta TPUCKOPEHHS JO3pIBaHHS CKEJeTy, IO
NpU3BEAE 10 CKOMIIPOMETOBAHOTO JJOPOCIIOTO CTaHy.

Kinbka HemaBHIX OTJISAIB HAMArajaucs MPOBECTH aHaJi3 BUTPAT HA BUSBICHHS
HeoHaTtajapHOTrO cKpuHiHry Ha BI'H3. Taki omiHKK 3a3BHYail BBAKAIOTh, 10 €IMHUM
HECTIPUSATIIMBUM pe3ynbTatoM Mi3HOro miarHody BI'H3 e cmepts. Tpamuiiitno
nepeadavyaeThes, 1O CKPUHIHT HA MEBHY XBOPOOY € €KOHOMIYHO BUTIAHUM IIpH
<50 000 monapiB CIIIA 3a pik >KUTTS 3 KOPEKIE€I0 Ha SIKICTb POKY XKHUTTA (59).
HemonaBHi oninku 3HaxoAsThea B mupokomy aianaszoi Big 20 000 gonapis CIITA
(59) no0 250 000 mo 300 000 momnapis CILA (60) 3 KOpeKIIi€O Ha AKICTh POKY JKUTTS.

MeTo010J10Tisl MOYATKOBOI0 CKPUHIHTY
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1.2.  Mu peKOMeHlyeMO BUKOPUCTOBYBATH Ha MEPUIOMY €Tall CKpUHIHTY aHami3 17-
OHP, crangapTh3oBaHMil 3a 3arajbHOI TEXHOJIOTIIO 3  HOpPMamy,
cTpaTuiKOBAHUMHU 3a recTaliifHuM BiKoM. (1P PO)

Texniune 3aysasricenHsa: KIIHIIUCTH MOBHUHHI NaM'siTaTH, L0 IMYHOJIOTIYHI
aHali3W BCE 1€ BUKOPUCTOBYIOTHCS 1 3aJMILAIOTHCS JHKEPEIOM MOMMIKOBO-
MO3UTUBHUX pe3yiabTaTiB. CrenuiuyHICTh MOKE OyTH MOJIMIIEHA HUIIXOM OPraHIvuHO1
eKCTpakKUii JJ1s1 BUJAJICHHS MePEeXPECHO Pearyounx peuoBUH.

Komenmap pobouoi epynu: Ha momenm po3pobku 0anoi KIiHiYHOI HacCmaHo8u
6 Vkpaini HC na BI'H3 6a3zyemvca na eusnauenni 17-OHP y cyxiu naami kpoei 3
HOpMamu, cmpamugixoganumu 3a eecmayiunum 8ikom. Bionogiono 0o Illopsoky
NPOBEOEHHsI PO3UWUPEHO20 HEOHAMANIbHO20 CKPUHIHZY, 3ameepoxcenozo Haxazom
MO3 Vkpainu 6io 01.10.2021 poky Ne2142, nepsunte O00CNiONCEHHS NPOBOOUMbBCS
HOBOHAPOOICEHUM, AKI 0ocsenu 2ecmayiiuno2o 6iky 32 mudicHi y mepminu 48-12
2oounu sxcumms. L{um oce Tlopsokom peanamenmosHi 0cooauei ymosu 635mmis Kpogi
Ha NpPo8eOeHHs. HeOHAMANbHO20 CKPUHIHZY ) NepeduacHO HAPOONCEHUX HeMOBIAM 3
eecmayitiHum  gikom 22-32 muodicHi — e3amms  O0py2020 3pa3Ka Kposi npu
nocmkonyenyitiHomy 6iyi 36 mudicHie abo npu niocomoeyi OumuHu 00 ii GUNUCKU i3
cmayionapy (3a 2-3 OHi 00 3an1aH08aAHOI BUNUCKLL).

Hokazu

Ha nmepmomy erami ckpuninry Ha BI'H3 BukopucTOBYIOTH IMyHOQHaI3 JJIs
BuMmiptoBanHs 17-OHP y cyxux missMax KpoBi Ha OJIHIM 1 Til ke KaprTii
bireTpyBanipHoro mamepy ("Guthrie"), 10 BHUKOPHUCTOBYIOTHCSA IS IHIIHUX
HEOHATaJIbHUX CKpUHIHTIB (46, 59, 61). ABTOMarW30BaHMI JaHTAHITHUM
¢daroopoiMyHOaHATI3 3 PO3AUICHHSIM B Yaci 3 pO3UIMPEHOIO JAHcoIlialiero (62) Maibke
MOBHICTIO BUTICHMB TPAJIUIIIMHUN pagioiMyHOJOTITYHMN aHam3 (63) Ta iHIII BUIU
aHai3I1B.

Kinpka TexHIUHHX (aKTOpiB OOMEXYIOTh TOYHICTH, IMX TecTiB. Ilo-mepie,
piBeab 17-OHP, sk mpaBuiio, BHCOKHH TIPU HAPOMKCHHI 1 IIBHUIKO 3HIKYETHCS
MPOTATOM TEPIIUX KUTBKOX JTHIB MICJSI HAPOKEHHS Y 3I0POBUX HOBOHAPOIHKCHUX.
Hagmakwu, piear 17-OHP 3 wacom 30utbinyetsest y aitedt 3 BI'H3. Takum ymHOM,
TOYHICTh JIIarHOCTUKH HHU3bKa IMPOTATOM NEpIIMX 2 JHIB, 32 BHHATKOM HAasSBHOCTI
HaJIHHUX MEXaHI3MIB JJI1 OTPUMAHHS IMOJMANbIIKNX 3pa3kiB. Ilo-apyre, HemMoBiATa
KIHOUYO1 CTaTl MalOTh HIKUUU cepenHiil piBeHb 17-OHP, HiX 4omoBI4Oi, M0 TpOXH
3HU)KY€ UYTIUBICTh CKPUHIHTY HOBOHAPOJKEHUX Y JESKUX NoBigoMieHHAX (64). L
3HIDKEHA YYTJIUBICTD, SIK MPABUJIO, HE € CEPHO3HOI0 MPOOIEMOI0, OCKLITBKY TPAKTUIHO
BCi giBYara i3 coneBTpaTHOO Gopmoro BI'H3 maroTe Bipwimizailito i, TAKUM YHUHOM,
IBUAKO OTPUMYIOTh MeIW4Hy nmomomory. I[lo-Tpere, HemoHOIIEHi, XBOpi 4H
CTpecOBaHi NiTH MaroTh Bumui piBeHb 17-OHP, HiX moHOmEHI HEMOBIATA, MO
CTBOpIOE 0arato MOMWIKOBUX pe3yibrariB. Hanpuknan, 3a 26 pokiB poOOTH
CKkpuHiHTOBOI mporpamu B [lIBemii MO3UTHBHE MPOTHOCTUYHE 3HAYCHHS CTAHOBUIIO
25% s moHOMIEHWX HEMOBIAT, Ta Jwmme 1,4% niad HEeIOHOIICHWX HEMOBIIAT, 1
MIPOTHOCTUYHA I[IHHICTh YK€ CUJIbHO KOpEeJoe 3 recTaniiuum BikoM (19). Hapemiri,
IMYHOJIOTTYH1 aHaJ131 MOKYTbh OyTH HecnieuuiyHuMu. He icHye 3araapHONPUIAHATHX
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CTaHJApTIB Ui cTpatudikaiii HOBOHAPOIXKEHUX, aje B OUIBIIOCTI Jabopatopii
3aCTOCOBYIOTH cepii cut-off, 1mo ckoperopai 3a Baroio (65-67).

CKpHHIHT Jpyroro 3pa3ka yepe3 KUIbKa JIHIB TaKOK IMONIMNIIYE YYTIMBICTH Ta
MO3UTUBHY MPOrHOCTUYHY LIHHICTB (47, 61, 68). HemonaBHe nqociiKeHHs oKa3ao,
10 HEJOHOIIEH] HOBOHAPOXKEH1 MOBUHHI MaTH JI0JATKOBI 3pa3Ku ISl PECKPUHIHTY
y Billl Big 2 10 4 TWXKHIB, IO € MPAKTUYHUM Yy TOCIITali30BaHUX XBopux (67).
AHaJOTTYHUM YHWHOM OpPa3uUiIbChKl JOCIHITHUKKA BUKOPHUCTOBYBAJIM 3Ha4YeHHS 99.8
MpOoLEeHTUI Juisl oka3HukiB 17-OHP, ckopuroBaHi 3a Baroro npu HapoJKEHHI, IS
JOCSITHEHHS TIO3WTHMBHOI MPOTHOCTUYHOI MiHHOCTI 5,6% 1 14,1% B ABOX TOYKax
BiOopy npo6 (Big 48 mo 72 roguu 1 >72 roauH BiamnoimaHo) (69). Biakie Toro,
MOPIBHSHHS OJHOCKPUHIHTOBUX 1 JBOCKPHWHIHTOBUX JICPKABHUX TMPOTPaM BHUSBHIIO
oinb BUcoky yactoTy BI'H3 npu Bukopucrtansi apyroro ckpusinry (1: 17,500 npotu
1: 9500) (70).

Crparudikarris 3a pakKTUIHUM reCTalliifHIM BIKOM, a HE Baroro Mpy HapOKEHH1
MO’K€ TAKOX MONIMIIUTUA CTIEIU(IKY CKPUHIHTY HOBOHAPOIKEHHUX, OCKUIbKH PIBEHb
17-OHP naGaraTo kpaiiie CIiBBITHOCHUTBCS 3 MEPIIOI 3MIHHOI BEIUYUHOIO, HIXK 3
octannboto (71). Y Higepnangax npuiHATTS KpUTEPIiB TeCTALIMHOTO BIKY MOJIIIIITNIO
MO3UTHUBHE MIPOTHOCTUYHE 3HAYEHHS CKpUHIHTY 3 4,5% 1o 16% (57).

Crparudikarris 3a paKTHIHUM TFeCTAllIMHIM BIKOM, a HE Baroro Mpu HapoKEHH1
MOKE TaKOX TOJIMIINATH CeIU(IKy CKPHUHIHTY HOBOHAPOKEHHUX, OCKUIBKUA PIBEHB
17-OHP naGaraTo kpaiiie CIiBBITHOCHUTBCS 3 MEPIIOI 3MIHHOI BEIUYUHOIO, HIXK 3
octanHbo10 (71). Y Hinepnanaax mpuiHATTS KpUTEP1iB Te€CTAI[IHHOTO BIKY MOJITIIITHIO
MO3UTUBHE MTPOTHOCTUYHE 3HAUYECHHSI CKPUHIHTY 3 4,5% 1o 16% (57).

[Ilo cTocyeTbcst aHami3iB, MiJBUIICHUN pPIBEHb HAJIHUPKOBUX CTEPOIIiB HE
O0OyMOBJICHHI BHUKJIIOYHO TEPEXPECHOI0 peakiliero mpu iMmyHoaHamizax. CrepoinHi
pod 11 HETOHOIIIEHUX HEMOBJIAT CBIAYATh MPO (PYHKIIOHAIBHUN NEe(IIUT KIIBKOX
(bepMEeHTIB HaITHUPKOBOTO CTEPTOIOTCHE3Y, 110 € HAMHIKYINM y 29 THKHIB BariTHOCTI
(72). IIpoTe iMyHOIOT14HI aHATI3H BCE 1€ BAKOPUCTOBYIOTHCS, aJI¢ BOHH MOXKYTh OYTH
JOKEPEJIOM XHOHO-TIO3UTHBHUX PE3YyJbTATIB uepe3 MEPEXpPecHY PEeakIlifo 3 IHITUMH
crepoigamu, Hampukian, 17-OH-npernenonona cynbdarom (73). CrnenudivHicTb
IMyHOAHaJ13y MO>Ke OyTH MOJIMIIeHa IIJITXOM OPTraHiuHO1 €KCTPaKIii J1s BUJATICHHS
MepeXpecHUX PEYOBHH, TAKUX K CTEPOiAHI Cyab(haTH.

JlanTaninauii  GIIOOPOIMYHOAHANI3 3 PO3UIMPEHOI0 AHCOIlIaIie€l0  Oymo
nepedopmynboBaHo HanpukiHili 2009 poky, 11100 3HU3UTH YYTIUBICTH JI0 IEPEXPECHO-
pearyrodux CIHOoJIYK y HeJoHomeHuX airei (74). 1lg 3MiHa MmoJimmuiia IMO3UTHBHE
nporHoctuuHe 3HaueHHs Big 0,4% 10 3,7% BUKIIOYHO AJIs TIEPIIOro CKpUHIHTY (61).

Hapemri, anTeHaTaNBHI KOPTUKOCTEPOIAN MOXYTh 3HIKYBaTH piBeHb 17-OHP,
110 TOTEHITIITHO 30UTbIITye HMOBIPHICTH MOSIBU MTOMIJIKOBO-HETaTUBHUX CKPUHIHTIB. B
JTOCTI/DKCHHSIX ~ MOBIMOMIISLIOCH  TPO  cymepewinBi  edeKTH Ha  MPaKTHUIl
aHTEHATAJIBHOTO BBEJICHHS KOpPTHKOCTEepoiniB (75, 76). Sk 3a3Hagainocs padilie,
TECTYBaHHS MI3HIIIUX 3pa3KiB MIHIMI3ZYE 110 TPOOIEMY.

CKpHHIHT Apyroro piBHs
1.3. Mwu pexomeHayeMo, MO0 Jpyruil piBeHb CKPUHIHTY TIPOBOAMBCA B
CKpUHIHTOBHX Jaboparopiax 3 BukopuctanHsiM PXTMC, a He BCIX IHIIUX
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METOMIB (HANpUKIaA, TEHOTUINYBAaHHS) [JIs TMOJIMNIICHHS TO3UTUBHOI
MPOTHOCTUYHOI I[IHHOCTI CKPUHIHTY Ha BPOJIKEHY TilepIuia3iio HaJHUPKOBUX
3a1103 (1| 00).

Texniune 3aysaxncennsn: naboparopii, mo BukopuctoBytioTh PXTMC, noBuHH1
Opatu y4yacTh y BIANOBIAHIN mporpami 3abe3neueHHs skocTi. KpiM Toro, KIiHIIUCTH
MOBUHHI YCBIJOMIIFOBATH, 10 IMyHOJIOT1YH1 aHAJI31 MPU3BOASITH 10 OLIBIIOL KITBKOCTI
XUOHO-TIO3UTUBHUX pe3yJbTaTiB. TakuM YHHOM, SKIIO JAOOpPATOpPHI PECypcH He
BKito4aroTh PXTMC, ans migTBEpIKEHHs JA1arHo3y, Mepej] NMOYaTKOM JIIKYyBaHHS
KOPTUKOCTEPOiaMy OBUHEH MPOBOAUTHUCS TECT HA CTUMYJISLII0 KOCUHTPOITIHOM.

Komenmap pobouoi epynu: Ha momenm po3pobku 0anoi KIiHiYHOI HaCMaHo8u
6 Ykpaini 6 axocmi Opyeoco emany CKpuHiHZY 30IUCHIOEMbCSA BUSHAYEHHS DIGHS
20pMOHI8 y cuposamyi Kposi. Ilpu eusneienni aHomanibHux NOKA3HUKIE PDIBHA 20PMOHIS,
6 Excnepmnomy yenmpi neomamanvroco ckpuniney HICJI «Oxmamoumy MO3
Yipainu € moorcnusicmv  30ilicHi08amu  MOJNEKYIAPHO-2eHeMUYHEe  OOCHIONCEHHS,
opyeuti pigenv ckpuHiney 3 eukopucmauuam PXTMC 3annianosano 0o énposadicenms
6 Excnepmnomy yenmpi neonamanvroco ckpuuiney HICJI «Oxmamoumy MO3
Ykpainu.

Hoxkazu

3HIKCHHSI PIBHIB TPAHUYHUX PIBHIB MOKE 30UIBIINTH YYTJIUBICTH, aje 3a
paxyHOK 3MEHIIEHHS MO3UTHBHOI MporHocTuuHoi Baptocti. Y CHIA 3 Meroro
BUSIBJIICHHS BCIX JIITEH 13 COJIEBTPATHOIO (OPMOIO XBOPOOHU, Ta MaiikKe BCIX 3 MPOCTOIO
BIpHIII3YIOUO0 (OPMOIO 3aXBOpIOBaHHs PiBHI TpaHudHl piBHI s 17-OHP, sk
IIPaBUJIO0, BCTAHOBJICHI JOCHTh HHU3bKO, 1 KIIHIIUCTUA MOBIIOMISIOTH Mpo ~1% Beix
TecTiB K no3uTuBHUX. Ockinbku BI'H3 € piakicHuM 3aXxBOpIOBaHHSM, MO3UTHUBHE
IIPOTHOCTUYHE 3HAYCHHS € YK€ HU3bKHUM, X04a CHeIU(IYHICTh Ta YyTIUBICTh TYXKE
Bucoki (77). Ha mpotuBary mpomy, NMOKa3HUKH TPAHUYHUX PIBHIB, SIKI BCE-)K-TaKH
BUSIBIJIA BCIX HEMOBJIAT 3 cojieBTpatHoto BI'H3, ane numie ~ 80% BumankiB nmpoctoi
Bipmiizytouoi B'H3, nanu no3uTuBHY IpOrHOCTUYHY IIHHICTD Y 25% N1 HEMOBIIST
(19). 31 cieniabHUM Ta YYTAUBUM CKPUHIHTOM JPYTOTO PiBHS MU MOTJIM O YHUKHYTH
BEIIMKOi YacTKM BHUTpPAaT 1 OaThKIBCHKOiI CTPUBOXKEHOCTI, CIIOCTEpirarouu 3a
MO3UTUBHUMH TECTAMU HEOHATATBHOTO CKPHUHIHTY. MOXHa BHKOPHUCTOBYBATH SIK
010XIMIYH1, TaK 1 MOJICKYJISIPHO-TEHETUYHI T1AXOIH.

bioximiunuit ckpuninz opyzozo piens. OOMEXECHHS IMYHOJIOTIYHUX aHaJI3iB
17-OHP Bkitouae cripaBkHE TMABUIIICHHS HOTO PiBHS y HEIOHOIIIEHUX ITEH, a00 THX,
XTO XBOPI, YA CTPECOBAHI, & TAKOX BIICYTHICTh crerudivHocTi anTuTis. OpraniyHa
EKCTpaKIlis pO3YMHHUKA JJIS MiBUIIEHHS CTIeU(ITHOCTI IMyHOAHATI3Y, B JaHHUH Jac
BUKOPUCTOBYETHCS SIK CKPUHIHT APYroro piBHs y Kiibkox mrarax CIIA.

OpHak npsMuil OloXiMIYHHMIA aHaITi3 CTepoifiB 3 BUKopucTaHHsM LC-MS/MS
OUIbII €(pEeKTUBHUI, HIXK IMyHOAHaJl13 IPU BUpIIIEHH HuX mpobiem (78, 79). B Takux
aHaJi3ax 4yac JOCIIHKEHHS JJIsi OKPEMHX 3pa3KiB CTAHOBHUTH Bij 6 10 12 XBUJIWH, 1110
HEMPaKTUYHUH JIJIs1 CKDUHIHTY BEJIMKO1 KUTbKOCTI 3pa3KiB, ajie MPUAATHUHN 1J11 MEHILO1
KUIBKOCTI, SIK1 MOTPEOYIOTh CKPUHIHTY JPYTOro PiBHS 3 BUKOPUCTAHHSM BHUCYIICHUX
nepBUHHMX 3pa3KiB KpoBi (78, 80). [IpukmenTHO, 1110 ~40% 3pa3kiB, K1 TO3UTHUBHI Ha
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NEepIIOMYy €Tall CKPUHIHTY 3 IMYHOJOTIYHUMH aHaji3aMH, (PaKTUYHO MAaroTh
HopManbHl piBHI 17-OHP, Bumipsai musixom PXTMC, mo Bignosigae
cybonTumanbHii cienudini aHTUTLII. BUMIproBaHHS CIIIBBIAHOLIEHHS CTEPOi1B MOKE
e OUThIe MOJIMIIUTUA CKpUHIHTOBY cnenudiunicte PXTMC. Oaun 3 migxo.iB
pO3IJIsA/IaB CHIBBIIHOIICHHs, BU3HaUeHe sik cyMa piBHIB 17-OHP ta anapoctenniony,
pO3AUIeHUX Ha piBeHb KopTHu3ody (81). Lls cTpareria Oyna BUKOpUCTaHa Ha MPaKTHUI
AK CKPUHIHT Jpyroro piBHa B mrtati MinHecota mpotsarom 3 pokiB (204 000
HapOKEHUX) Ta MOJINIIyBala NO3UTUBHY MPOTHOCTUYHY LIHHICTh CKpuHIHTY BI'H3
(82), oqHak HACTYMHI NOBIAOMJICHHS 3 AHAJIOTTYHOT'O LICHTPY MOKAa3aJIy, 1110 Ler MiaXi
OyB TipmmM 3a TECTyBaHHS JPYroro 3pa3ka 3a JOTMOMOTOK TPaJAMIIHHOTO
iIMyHOJIOT1YHOTO aHanzy (67, 68). Ilpore i1HIII MOBIZOMWIM MPO 3HAYHO Kparli
pe3ynbTatu 3a Bukopuctanusa LC-MS / MS (83, 84). Y3romkeHICTh pe3yinbTaTiB MOKE
OyTH TOJiMIIeHa 3a paxyHOK OOOB'SI3KOBOi ydyacTi B HAaI[lOHAJBHUX MpOrpaMax
TecTyBaHHs (85).

BuMiproBaHHs JOJaTKOBMX aHANITiB! a00 CHIBBiJHOIIEHHS aHANITIB TAKOX
MOXKE TONINIIMTA pe3yabTaTH CKpuHiHTY. Hampukman, 21-I€0KCHKOPTH30JI
(mponykyetbess nuiaxoMm 1 1B-rigpokcumoBanusm  17-OHP), sk  npasuno, He
CEKPETYETHCA Y BEJTUKUX KUTBKOCTAX (HABITh Y HEJIOHOIICHUX JITEH ), 1, TAKUM YHHOM,
miBUILCH] piBHI nyxe crneuudiuni mus aedinury 21-OH. B monudikoBanomy
nporokoii LC-MS/MS BUKOpHUCTaHO CHIBBITHOIICHHS, BU3HAUCHE SIK CyMmMa PIBHIB
17-OHP Ta 21-neokcukopTH30/1y, MOALICHA HA PIBEHb KOPTU30JY, 1 el mapaMeTp
IPaBUJIBHO 1IEHTH(IKYBAB yCiX XBOPUX JITeH 0€3 XUOHO-TIO3UTHBHUX PE3YyJbTATIB, 3
MO3UTUBHUM IIporHocTuyHUM 3HaueHHsIM 100% (80). BigHommeHHs B ceui MeTaboITIB
IIPETHAHETPIONIOHY 1 60-T1IIPOKCUTETPATriAPOKOPTU30HY, BHUMIPSHI 3a JOMOMOTOIO
ra3oBoi xpomarorpadii i Tangemuoi mac-ciekrpometpii (I’ XTMC), Takox gano myxe
n06py cnenudigHICTh, HaBITh Y HEJIOHOIIIEHUX HEMOBJIAT (86).

Monekynapno-zenemuunuit opyeuit eman ckpuninzy. Mytanii CYP21A2
MOXyTh OyTH BusBieHi B JIHK, ekcTparoBanoi 3 THX caMuX BUCYIIIEHUX IUISIM KpPOBI,
SIK1 BUKOPHUCTOBYIOTHCS JIJISI TOPMOHAJILHOT'O CKPUHIHTY. MeTOIn NeTEKIi1 BKIIFOYAIOTh
B cebe MpoTOKOaM N0T-6roTTHHIra (87), aHani3y BM3HaueHHs nirysanHs’ (88, 89),
kinpkicui IIJIP® B peambHoMy waci (90, 91), moBHe cekBeHyBaHHS (92) Ta MiHi-
cexkBeHyBaHHS (93). Ockutbkn™> 90% MyTaHTHUX ajielieil HeCyTh OJHYy a00 JEKLIbKa
JTUCKPETHUX YHCENl MYyTalliif, SKIIO HE BUSBIECHO OJHUX MYTallid, MOXKHa
MPUIYCTUTH, 10 0coba HE Mae maToJorii. Ko BUSABIAETHCA MPUHAWMHI OJHA
MyTallis, Mali€HT ToTpedye T0AaTKOBOTO 0OCTeKeHHs. YacTka HOCIIB JIJIs1 KJIaCHIHOT
BI'H3 y 3aranpriit momyssiii ckiamae ~ 2%; SKIIO 1 9acToTa He Oyiia OLIBIIO0 cepet
HEMOBJIAT 3 MO3UTUBHUM TiepmuM cKpuHiHTOM (90), a 1% BCiX Mepmnx CKPUHIHTIB
OyB MO3UTHUBHUM, TO 3a Iieto crpateriero y 0,02% (1/5000) Bcix HEeMOBIAT Oyne
MO3UTUBHUM APyl eran ckpuHiHTy. Ockinbku ¢aktrana yactrota BI'H3 ckmanmae
~0,006% (~ 1/16 000), mo3uTMBHA MPOTHOCTHYHA I[IHHICTH IIOTO IMIAXOIY Mae
ckiactu ~ 30%. IcHye AB1 MPUYMHU, YOMY MU HE MOXXEMO BUKOPHUCTOBYBATH aHaNI3
OJIHOTO 3pa3ka, 100 oxpasy aiarnoctyBatu BI'H3. Ilo-nepiie, reTepo3uroTHuii HoCit

! Amanit - peuoBUHa YM iHILIA CKIAJ0BA CUCTEMM, KOTpa IIiIArae XiMiYHOMY aHai3y (IpUM.IepeKIanaqa)
2 JliryBanHs - koBaNeHTHE 3'eqHaHHS ABOX KiHIIB Monekyn JJHK a6o PHK (mpum.miepexiragada)
3 TIJIP — nosiMepasHi JIaHIIOTOBI peakiii (Mpum.TiepekIiaiada)
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BiIOMO1 MyTauii kjaacuuyHoro aedimuty 21-OH Moke MaTH HEBU3HAYEHY HOBY
MyTalio B iHImomy anem. [lo-gpyre, 6arato aneneit BI'H3 necyTh Ounbiiie onniel
HIKIJUIMBOT MyTalli, 0 POOUTh HEMOKJIMBUM BCTAHOBJEHHS (a3zu (To0TO, 1100
BU3HAYUTH, UM € JBI MyTallil Ha PI3HUX aJieJIsAX YU Ha 11} JKe ajieni) 6e3 reHOTUITYBaHHS
MpUHANMH1 OJTHOTO 3 0aTHKIB.

Kinbka pocnipkeHb HI0JI0 TE€HOTUITYBaHHS 3pa3KiB 3 MporpamM CKpPUHIHTY
MOKa3aJiy, 110 1eH MiAXiJ € MOTEHI[IHHO KOPUCHUM JOMOBHEHHSM JI0 TOPMOHAIBHUX
BUMIpIOBaHb (6, 87, 88, 90, 92, 94), ane, HaCKIJILKK HAM B1IOMO, BIICYTH1 MacIiITaOHi
JTOCIIPKEHHS 010 HOro e(eKTUBHOCTI SIK APYTrOro €rany CKpUHIHTY B pealbHOMY
BUKOPUCTAHHI.

['eHOTHUITYBaHHS 3aJIMIIAETHCS OUTBII TOPOTUM 1 TpyAoMicTkuM, Hixkx LC-MS /
MS nHa ocHoBi BuOipku. Xoua oonagHanus ais LC-MS / MS komrye goporo, 6arato
mporpaM CKpUHIHTY B)K€ JIOCTYITHI JIJIsl IHIITUX TECTIB.

bananc nepesaz i wukoou

KomiTeT mo HanucaHHIO HACTAHOBU BCTAaHOBJIIOE OUIBINY IIHHICTH TIEpeBaram
MOBHOTO BCTAHOBJICHHS JlarHO3y HEMOBIsATaM 3 kiacuuHor BI'H3, 1 minimizamii
HACJIKIB HEOHATAIBHUX COJICBTPATHUX KpPHU3, HDK JOJIATKOBUM BHUTpaTaM Ha
CIIOCTEPEIKEHHSM 32 TTIOMUJIKOBO-TTIO3UTUBHUMU CKPUHIHTaAMU

2. MMIPEHATAJIBHE JIIKYBAHHS BPOJXEHOI TINEPILIA3I
HAJHUPKOBUX 3AJ103

2.1. Mwu paaumo KIIHIIUCTAM MPOJOBKYBATH BBAXKATHU MpPEHATAJbHY TEPAIito
€KCIIEpUMEHTAIbHO0. TakuM YHHOM, MH HE PEKOMEHIYEMO CIeliaIbHUX
IPOTOKOJIB JIiKyBaHHs. (HeknacudikoBaHe 1moaoKeHHs HaJISKHOT MPAKTHUKH )

2.2. BariTHuUM XiHKaM 3 PU3MKOM HOCIHHS IUIOAY 3 BPOPKEHOIO TiINEpIlIa3iero
HAJHUPKOBHX 3aJI03 1 1K1 pO3TJISAI0Th MOKIIUBICTh ITPEHATAIBLHOTO JIIKYBaHHS,
MU PEKOMEHAYEMO MPOBOAMTH MpEHATaJIbHY TEpaIlilo JIUIIE 32 MPOTOKOJIAMHU,
cxBaieHUMH He3anmeXHuM €THUYHUM KOMITETOM B IIEHTpax, 3JaTHHUX
HAKOIMMYYBAaTH PE3yJbTAaTH 3 JIOCTATHHO BEJIMKOI KUIBKOCTI MAIIEHTIB 1 TOMY
TOYHIIIIC BU3HAYMTH PU3UKHU Ta niepeBaru. (1| P PO)

2.3. Mu pekoMeHay€eMO, 1100 AOCITITHUIIBKI TPOTOKOJIH I IIpeHaTaIbHOI Teparrii
BKItOUanu reHetuyHuil ckpuHinr Ha JIHK Y-xpomocomMu y maTepuHCHKIN
KpOBI, 100 BUJIyYaTH TUIOJM YOJIOBIUOi CTATi 3 MOTEHIIHHUX TPYII JTIKYBaHHS.
(HexmacudikoBane mMonoXeHHS HaEKHOT MPAKTHKH)

2.4. Mwu paauMo KIIHIIIUCTAM TMPOJOBKYBATH BBAXKATH MPEHATAJIBHY TEPAITito
EKCIIEPUMEHTATBHOI0. TakuM YHHOM, MH HE PEKOMEHIYEMO CIeIialbHUX
npoTokouiB JikyBaHHs. (HekmacudikoBaHe MOI0KESHHS HAICKHOT MPAKTUKH)

Hokazu

Hacrtanosu Engoxpunnoro toBapuctsa 2010 poky momno BI'H3 minmcymyBanu
¢di3iosiorito  mpeHatanbHOro JikyBaHHs BI'H3 Ta pesyapTatéd  JOCHIIKEHD,
onyOnikoBaHux 1o KiHisg 2009 poky (1). IlpenaTtanbHa Tepamisi 3 JeKcaMeTa30HOM
CIpsIMOBaHA HA 3HWKEHHS BIpWJII3allli >KIHOUMX 30BHIIIHIX CTAaTEBUX OPraHiB Ta
MOB'A3aHOI 3 HEK PHU3UKOM colladbHOi crturMaruzauii (95), HeoOXiIHOCTI
PEKOHCTPYKTUBHOI XIpyprii Ta €MOI[IHHOr0 CTpecy, MOB'I3aHOr0 3 HAPOIKEHHSIM
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IUTUHU 3 aTUTIOBUM CTaTeBUM pPO3BUTKOM. [IpeHaTanbHe JiKyBaHHS HEJOPEYHO IS
IUIO/IIB YOJIOBIYOi cTaTi, ToMy 1o 1151 (popma BI'H3 He nmopyirye po3BUTKY 4OJIOBIUHX
re”iTanii. IlpenaranpHa Tepanis He 3MiHIOE TOTPeOy B TEPMIHOBOMY 3aCTOCYBaHHI
FOPMOHAJILHOI ~ 3aMICHO1  Tepamii, HEOOXIAHOCTI  PETETbHOTO0  MEIUYHOIO
CIIOCTEPEXKEHHST a00 PU3UKY 3arpO3JIUBOI JKUTTIO COJIEBTPATHOT KPU3H, SKIO TEparis
nepepuBaeTbes. Jleski JOCTITHUKM NPUITYCKAIOTh, IO MpEeHaTalbHE JIKyBaHHS
JEKCaMETa30HOM MO’K€ 3HM3UTHU MOTEHLIMHY aHAPOTeHI3alil0 MO3KY IJI0/1a KIHOYO1
CTaTl, ajie Taki e(eKTH CKIaJHO BUMIPSATHU 1 HE BOHU OYJIM JOCIIKEH] CUCTEMATHUYHO.
VY HacCTymHUX MyHKTaX ONUCYIOTHCS BIANOBIAHI MIPKYBaHHS CTOCOBHO MTPEHATAIIBHOTO
JKYBaHHS JIEKCAaMETa30HOM.

[IpenaTasnbHe JiKyBaHHs OyJi0 3alIPOIIOHOBAHO KIHKaM, SIKI paHillle HapOIUIH
autuHy 3 BI'H3 1 3HOBY 3aBaritHiM 3 TUM caMuM naptHepoMm. [Lmig maTume maHc
mat BI'H3 1: 4 1 manc OyTtu *iHO4o1 cTaTi 1: 2; TaKUM YMHOM, iCHYE 1mIaHc 1: 8, 1o
wtin 6yne skinovoi ctati 1 Matu BI'H3. Ockinbku nepiof, mpoTsIroM sSIKOro reHitanii
0/Ia MOXYTh 3a3HATH BipwWiIi3allii, MOYMHAETHCS ~ 6 TIDKHIB TICIS 3a4arTs,
JIKyBaHHS CJif po3nodatu yepe3 6 - 7 TwkHIB. OCKIIBKA T€HETHYHA J1arHOCTHKA
HUIIXOM O10TCii BOPCMHOK XOPIOHY He MOXe mpoBoauTucsa no 10-12 TmxHIB, Bei
BariTHOCTI, 1110 MatoTh pu3uk BI'H3, noBuHH1 OTprMyBaTH JIIKyBaHHS, X04a JIIKyBaHHS
CTHPSIMOBAHE TUTHKH HA OJTHOTO 3 BOCBMH TIJIO/IiB.

CrnemiamizoBani jaboparopii MOXXYTh BHUKOHYBAaTH BHU3HA4Y€HHS CTaTl 3
¢deranproi JTHK Y-xpomocomu B kpoBi Marepi 3 TouHICTIO 99% (96), mo moxe
MOJIIMIIIATH WMOBIPHICTH JIIKYBaHHS YPaKeHOTO I1J10/1a »iHo4oi cTati Bif 1: 8 o 1: 4.
VY nmocnipkeHH1, TPUCBIYEHOMY MPEHATATFHOMY JIIKYBaHHIO 258 MIIOAIB 3 PU3UKOM
BI'H3 3 2002 o 2011 poxu, TectyBanns Ha JJHK Y -xpomocomu 3amo6irio teparrii
JeKcaMeTa3oHoM Jnire 68% TI0/iB YOJIOBIYOi CcTaTi, Xoua Il BIJICOTOK 3pOCTaB
BIIPOJIOBX JociimkeHHs (97). Mu pekoMeHayeMo, 00 BH3HAYEHHS MPEHATAIBHOL
cTaTi OyJI0 BKIIFOUYEHO JI0 BCIX MPOTOKOJIIB IOCTKEHHS ITPeHaTaIbHO1 Teparii; oaHaK
npeHaTadbHe BU3HAYCHHS CTATl B JICSIKUX KpaiHax € HE3aKOHHUM, 00 3amobirtu
YMEPTBJICHHIO TUI0ay JXKiHOK (98). Mm BBakaemo, IO B TaKuUX KpaiHax HE CHiA
IPOBOJIUTH  JOCHIDKCHHS 3  TPEHATalbHOI  JIIarHOCTHMKHM Ta  JIIKYBaHHS.
BuxopucroByoun KpoB Bil 000X 0aThKiB Ta ypakeHOro MpoOaHaa 1 3aCTOCOBYIOUU
MacuBHE TapajienbHe cekBeHyBaHHS JIHK B moemgHaHHI 3 €KCTEHCMBHHUM aHaIi30M
OJTHOHYKJICOTUIHUX ToJiMopdi3miB Oist reHa CYP21A2, Oyno MOKIMBO BU3HAYUTH
reHotunt CYP21A2 y 14 i3 14 mioniB rpynu pU3HKY MPOTITOM 3 THXKHIB ITICIA
orpumanns getanpHoi JJHK y 3paszkax kposi matepi (99). Lleit migxin Bumarae B JaHUH
9ac I0pororo 00JIaJHaHHS Ta BUCOKOKBATi(hiKOBAHOTO MEPCOHAITY, SKUH 3HAXOUTHCS
TUTBKA B TPOBIIHUX JOCHITHUIBKUX IIEHTPAX, aje MiAXiJ MEPCTICKTUBHUMA s
MaifOyTHBOTO.

Ha BigmiHy Bim KOPTH30Jly Ta MPEIHI30JI0HY, IEKCAMETa30H HE IHAKTHBYETHCS
miarieHTapauM 1 1HSD2 1 erko moxoauTs A0 ioay. ToMy IpakTHYHO y BCiX 3BiTax
PO TIPEeHATATBHE JIIKYBaHHS BUKOPUCTOBYIOTH JIEKCAMETa30H, SIK IPABHIIO, Y 103ax 20
MKI/KI Macu Tija BariTHOi MaTepl, MakcumaiabHO a0 1,5 mr/m. 3a HOopMadbHUX
HEJIIKOBAaHUX BariTHOCTEN (peTajabHUN PIBEHb KOPTU30JIY HUZBKUM Y JIyKE PAaHHBOMY
recTaliiHOMY Mepio/ii Ta MIABUILYETHCS IPOTATOM 8-12 TUXKHIB, TO1 SIK BIIOYBa€THCS
nudepeHiiitoBanHs 30BHilIHIX reHitaniil (100); peTanbHUN KOPTU30JI CTAHOBUTD JIUIIIE
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~ 10% B1g MaTEpUHCHKOIO piBHA B cepenuHi BaritHOCcTi (101), a moTiM 30UIbIIYETHCS
MPOTATOM TPETHOTO TPUMECTPY. SIKILO TeKcaMeTa30H BUIBHO IEPETUHAE TUIALICHTY, TO
n03a 20 MKI/KI MacH Tijla MaTepl MOXeE JOCIITH €()EKTUBHUX P1BHIB FIIIOKOKOPTUKOI Y
(I'K), mo nepeBuiye Tumnosi (eTanabHl piBHI IS CEPEIMHU BariTHOCTI NPUOJIU3HO B
60 pa3is (102). )Kogne nociiyKeHHsI HE TPOBOAMIO CUCTEMATUYHOTO TECTYBAaHHS Ha
3MEHILIEHHS /1034 B MI3HIX T€PMIHAX BariTHOCTI.

Egexmuenicms. JlocTynHi J0oKa3u 010 GETATBHUX pe3yJIbTaTiB Ta HACIIIKIB
y MaTepi Bi MPeHaTaIbHOTO JIIKYBaHHS JEKCAMETa30HOM, 1[0 MalOTh HU3bKY a00 AyxKe
HU3BKY SKICTh 3 TPUYUHHA METOAOJOTTYHUX OOMEXEHb Ta MaJIUX PO3MIPIB BUOIPKHU.
CuctemMaTHUHUN OMISIT Ta MeTa-aHANI3W 3BITIB TPO TNpPEHATAIbHY Teparliko,
onyOmikoBaHi 10 ceprHs 2009 p., MICTITh JUIIE YOTUPHU AOCIIKEHHSI, SIK1 BKIIIOYaIn
KOHTPOJIBHY TpYIy Ta HaJaBaju A0CTaTHbO Aanux Juis aHamizy (103). Cepen 325
BariTHOCTEW, SIKUX JIIKYBaJM JIEKCAMETa30HOM, ypa)X€Hl IUIOAM KIHOYOI CTaTl Mallu
cepeaHBO3BAXKEHY Pi3HMITIO 32 kaoro [Ipagepa -2.33 (95% I, -3.38 no -1.27). [aHi,
IO CTOCYIOTBHCSI MEPTBOHAPOKCHHS, CIIOHTAHHUX a0O0pTiB, BaJl PO3BUTKY TUIO/A Ta
HEUPOIICUXOJOTIYHUX HACHIJKIB, OylIM HEYHUCIECHHUMHU, a JaHl Npo TpUBaJi
CIIOCTEPEKEHHS HE MOBLAOMIISITUCH. OKpiM OKpEeMHUX KIIIHIYHUX BUIAJKIB 3 CEpITHS
2009 poky 3'sBuiMcs Jumie ABI cepli BuUMaAkiB mnpeHatanbHoi Tepamii BI'H3.
BimomocTi momo icHyrowoi mnpaktuku B Hpro-Mopky mnoBigomimsiors mpo 63
MPOJIIKOBAaHUX IIIOMIB JKiHOUOi crari 3 kimacuuyHoro BI'H3, 3 skux 15 Oymm 3
HOPMAJIBHUMHU KIHOYMMH TeHiTamisMu, 26 Maiu JIeTKy Bipuiizamiro (cramii 3a
ITpagepom 1 -2 ), a 17 - Tsoxky (ctamii 3a [Ipagepom Bix 3 10 5) (cepenns orinkal,?)
(104). V 10-piuHomy dpaHIly3pKOMY JOCTDKeHHI cepen 112 mpomikoBaHUX
eMOpioHiB xiHO4YO1 cTaTi B 14 manu BI'H3 3 gedimurom 21-ruapokcmnasu, a Tpy - 3
nedimurom 11-rigpokcunasu ;3 mux 17 giuat, y 12 npu HapopKeHH1 OyIu HOpMaJibHI
KIHOY1 TeHITamii 1 3 Mainu MOMIpHY BipMJIi3alliio, TOM1 K 2, SKMX OyJIO IPOJIIKOBaHi
Mi3HO, Maju 3HAaYyHUK CTymiHb Bipwrizamii (97). TakuM uYwHOM, IpeHaTaIbHE
JIKyBaHHS JIEKCaMETa30HOM e(eKTHBHE B 3HMKEHHI BIpWJIi3allii reHITali ypaKeHUX
IUIOJIIB JKiHOYOi cTaTi. [lorani pe3ynapTaTd, SK MPaBWIO, MOB'I3aHI 3 BIICTPOYCHUM
JIKyBaHHSIM 4d HeKoMIuiaeHTHICTIO (105).

Mamepuncoka 6e3nexa. JIesiki TOCTIDKEHHS TOBIIOMIISIOTh TIPO 301IBIIICHHS,
npuOaBKM 3yMOBIICHOI BariTHICTIO Macu Tija, CTpui, HAOPSK, AWCTpEC ILIYHKY Ta
nepenajan HACcTPOI, aje MiHIMalbHY YacTOTy TiMEepTeH3il Ta TecTamiifHoro miadery
(94, 103). Jlesxi XiHKW BiA3HAYadd KYIIMHTOINHI O3HAKW Ta MiABUINCHUHA aleTHUT, i
0araTto JKiHOK BiJ3Hayajd, IO BOHHM BIJIMOBIIATHCS BiJl NMPEHATAIBHOTO JIIKYBaHHS
HACTYMHOI BariTHOCTI. TakuM 4YWHOM, TMIpeHATAJbHE JIIKYBaHHS TIOB'I3aHE 3
HE3HAYHWMH, ajie¢ KEPOBAHMUMH MATCPUHCHKUMHU YCKIAJTHCHHSIMHU, SIKi, IK BHIA€THCS,
HE TIPEJICTABIISIOTH CEPUO3HOTO PU3UKY JJISI MATEPI.

be3neka nnoody. Amepukancrka FDA knacudikye nqekcamerasoH siK J1KapChKy
pedyoBuHy Kkareropii C, 6e3neKy sIKOro IiJi yac BariTHOCTI HE BCTAHOBJIEHO: 3T1AHO 3
Amepukancbkoto FDA, "JlocnipkeHHs] TBAPUHHOT PENPOAYKIIIi MPOJAEMOHCTPYBaIu
mo014H1 e(heKTH Ha I, 1 BIACYTHI a€KBaTHI 1 J0Ope KOHTPOJIbOBAH1 JOCIIIKEHHS Y
JIOJIeH, ajie MOTEHUIMHI mepeBard MOXKYTh BHMAaraTtu 3aCTOCYBaHHS Ipenapary y
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BariTHUX JKIHOK, He3BakarouW Ha noTeHuiHi pusuku "(106). HacranoBu
Ennokpunnoro toBapuctBa 2010 poky momo BI'H3 posrmsgHynum mnonepenHi
JOCIIDKEHHST 1010 O€3MeKu MpeHaTalbHOI Tepamli JeKcaMeTa30HOM Ta IHUIIUMU
TpaHcIuianeHTapuuMu  TiokokoptukoigamMu (I'K) (1); TyT MOBTOPIOIOTHCA JIMIIIE
HaliBaxyuBiIl. HemomaBHl HOCTIKEHHS BUCBITIIOOThL YOTUPHU MpoOaeMHI chepu:
MOTEHIIIHY TEPATOr€HHICTh, Bary MpH HapOJKEHH1, MO30K / TOBEAIHKY Ta MOTEHI{IHH1
BiJIJ1aJICH1 HACIIIJIKH.

Tepamoczennicme. BinnoBimHO 10 JaHUX 3 JOCTIAHUX TBapHH MPO TeE, IO
JEKCaMETa30H MOXXE CIOPUYMHATH  po3ulenuHy  niaHeOiHHs, HamioHnanbHe
JIOCJIIJDKEHHsI 13 3amo0iraHHs Bpo keHuM BajaM po3BUTKY (National Birth Defects
Prevention Study) posrnsayno 1769 HOBOHapOKEHUX 3 PO3IIETUICHO0 ry00r0 3 / 6e3
PO3LICNIMHY MITHEOIHHS, 110 HAPOJIUIIUCS Y KIHOK, siki orpuMyBaiu ['K mporsrom
NIEPIIOTO TPUMECTPY, BUSBUBIIM CTATUCTHYHO IMiJBUINCHUN PU3MK OpodariiaibHIX
po3iienuH nopiBHsSHO 3 4143 koHTposnbHUX AiTeit (107). HemonaBHus q0omoBiaAbL Mpo
BUTIAJIKA 3aXBOPIOBAHHS HA3MBA€E MEPINUNA BIJOMHI MPHUKIaa opodaliajbHOl IITHHA
y niBunHku 3 BI'H3 micns ii mpenatanbHOro JiikyBaHHs 3 JaekcametazoHoM (108).
I'octpa enmedanonaris Oyna 3apeecTpoBaHa y JIBOX HEMOBIST, SIKI OTPUMYBIH
NPEHATAJIbHO JEKCAMETa30H, ajie SICHO, YW IIed CTaH TOB'SI3aHUK 3 BIUIMBOM
npeHatanbHux crepoigiB  (109). Tepatorenni edexTd JeKcaMeTa3oHy, IO
CIIOCTEPIraloThCs B MOJENAX TBApUH, BKIIOYAIOTh JUCTEHE310 HUPOK, 3MEHIIEHHS
yyciia B-KIITHH MiIIUTYHKOBOI 3aj1034, MOPYIIEHHS TOJIEPAHTHOCTI JI0 TJIIOKO3H Ta
1BUILICHUN CUCTOJIIYHUM Ta MIaCTOIIYHUN apTepiaJbHUMA TUCK, III0 00TOBOPIOBAIOCH
panime (1). TpuBae HakoNmWYEHHS MOKAa31B BIUIMBY JEKCAMETAa30HY Yy YHUCICHHHX
nedeKTax pO3BUTKY: BBEICHHS JEKCAMETa30HY IUIOAAaM IIypiB 3MIHIOE TEYIHKOBE
nporpaMmyBaHHs Ta 30utbmiye HakormmueHHs JimiaiB (110). TlopymeHHs po3BUTKY
IMIMTOBUJIHOT 3aJI03M TPH 3MEHIIEHHI KUTBKOCTI (OMIKYISIpHUX KIITUH 1 C-KIITUH
criocTepiraocss B iHmomy gociimpkeHHi (111). InkyOaris sie9HUKIB IIOAY JTFOIMHH
Big 8 mo 11 TKHIB micis 3aIUTIAHEHHS J€KCaMETa30HOM B 1031, IO BIJIOBIIAE
npeHaranpHii Tepamnii BI'H3, 3Hn3u1a minbHICTh T€PMIHATUBHUX KIITHH 332 PaxXyHOK
30UTBIIIEHHS anonTo3y B 0oroHii (112). Jlo TenepimHbOro yacy moBiAOMIISIOCS JIUIIE
po ~ 800 mIoAiB, IKUX JIIKYBaJIA IEKCAMETAa30HOM Y MEePIIOMY TPUMECTPI BariTHOCTI,
1 IOTEHIIIHY TEPATOTeHHICTh HE OYJI0 OIlIHeHA Y BCIX IUIOIB.

Maca mina npu napooxcenni ma yckiaonenna. bararopazoBe BUKOPUCTAHHS
O0eTaMeTa30Hy AaHTCHATAIFHO MOXKE TOJIMIIATA CTaH JIETEHb y HEIOHOIICHUX
HEMOBJIST, aJI€ 1€ aCOIIFOETHCS 31 SMEHIIICHHSIM Baru HOBOHAPOKEHUX, JIOBKUHH TiJIa
Ta OKpyxHOCTI rosioBH (113-116). Tak camo, HOBOHapo keH1 3 noTeHuiitHoo BI'H3,
SKi 3a3HAIOTh AHTEHATAJBHOTO BIUIMBY JEKCAMETa30HYy, MPH HAPOHKCHHI MaroTh
HOMIHAJIFHO HOPMAJIbHY Bary, ajie TUM He MEHII BaxaTh mpuOiau3no Ha 400 r meHe,
HiX B HOpMi (117). 3HmKeHa Bara pu HApO/KEHHI 301IbIITyE PU3HK BUHUKHEHHS B
JOpOCIOMY BII[I XPOHIYHMX pO3JajiB, 30Kpema TinepTeHs3ii, niadery 2 Tumy Ta
CepIICBO-CYIMHHUX 3axBopioBaHb (118); oaHE MOCHIKEHHS IOKa3aao 3B’ S30K
HEJIOCTAaTHLOI0 XapuyBaHHs moay 3 BiutBoM 'K (119). Monoai gopoci, sKi 3a3Haju
anTeHaranbHoro BmMBY ['K, Manu 30uibmieny sxopctkicte aoptu (120). T'K-
pELEeNnTOpy PSICHO EKCIPECOoBaHI Ha apTepiixX IJIACTUHKUA XOPIOHY IUIALCHTH,
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xpoHiyHuil BmiuB 'K in vitro 30u1blIy€e Ba30pEaKkTUBHICTh, MIJBUILYE CYAHUHHY
PE3UCTEHTHICTh 1 MOTeHLIMHO crnpuse rineptensii (121). Lli cnocrepexxeHHs 111040
IPUYMUH PO3BUTKY XBOPOO B JOPOCIMX BHUKJIMKAIM 3aHENOKOEHHA 3 MPUBOAY
MOTEHLIITHOr0 NPEHATAJBbHOTO "MporpaMyBaHHsS" BHACHIIOK (ETAJIBHOIO BIUIMBY
nekcameTa3ony (119, 122-124).

Mo3ok i nosedinka. 1lpo Hecnpustiuuii BiuuB ['K Ha po3BUTOK MO3KY OyIio
MOBIIOMJICHO B JOCIIJKEHHAX Yy JitofeH 1 TBapuH (125-127). V rpusyHiB AekcamMeTa3oH
MPUTHIYYE A03piBaHHS HEMPOHIB rinokamny in vitro (128) ta in vivo (129-131), Takox
JeKcaMeTa3oH oOMexye mposidepalitoc  HEPBOBUX  KIITUH-TIONEPEAHUKIB Y
KyJbTHBOBaHUX eMOpIOHANIBHUX Helpocdepax muii (132).

HeBenuke MmIBeAChKE JOCHIDKEHHS 3 JOOpUM JTU3alHOM HE BHUSBHIIO
PO30DKHOCTEN y 1HTENEKTI, 3JaTHOCTI 10 HaBYAHHS YU JIOBTOCTPOKOBIM mam'sTi Mixk
TITHMHU, 5Kl 3a3HABAJIM BIUIMBY JIEKCAaMETa30HYy, M Oynu 0e3 HbOro, aje JITH Nepuioi
IpyIyu Maju ciabury BepOaabHy poOody MaM'sTh, 3HUKEHY 37aTHICTh CXOJIACTHYHOTO
CAaMOCTIPUMHATTS Ta MIJBUIIEHY TPHUBOXKHICTh coIlanbHOI camooiinku (133);
HaBITaKH, iX OAThKH OMHUCYBAIH 1X OUTBIIT TOBAPUCHKUMH, HIXK TPy KOHTPOJItO (134).
B xyonmuukiB, AKuX JIKyBalld MpeHaTalbHO, Oyia ociabiieHa 4oJoBida 1 MOCHIIEHA
HeWTpasbHA TOBEJIHKA, IO Mepeadayano HenependadyBaHl HACTIAKH TEHIEPHOI
ponboBoi oBeaiHku (135). Iloganbiie 1oCiiKEHHS MIBEICHKOI IPYIX MOKa3ao, 1o
HEraTUBHI HACIIJIKHM JIEKCAMETa30Hy MaJId CTaTeBY crelu(idHICTh. 310pOBI JiBUaTa,
K1 OTPUMYBAJIM IEKCaMETa30H, MOPIBHAHO 3 JIIBYaTaMU KOHTPOJIBHOT IPYIH MOKa3aIH
ripiri pe3ynbTaTy TecTy inTenekty Bekcnepa 11 nns miteit (Wechsler Intelligence Test
for Children III), a Takox Bi3yaJIbHO-IIPOCTOPOBOI poOoUoi mam'sTi. HaBnaku, xmomiri
HE BHUSBWIM KOTHITUBHUX TopymieHb (136). Ilpuumnu mnependadyBaHOTrO
crienudigHOro /U1 cTaTi e(EeKTy JeKcaMeTa30Hy HeBioMa.

CucreMaTHyHUIl OIJIA[ Ta MeETaaHal3 AEKIUJIbKOX HOCHIKEHb HE BUSIBUIH
CYTTEBUX BIIMIHHOCTEH y TOBEIIHIII YU TEMIIEPAMEHTI1 B 3aJIe)KHOCTI BiJ[ BILIUBY
IpeHaTaIBHOTO JiKyBaHHA JnekcamerazoHoM (103, 137, 138). [Hme mocmimkeHHS HE
BUSIBIJIO BIUTMBY Ha OMNEpPATHBHY MNaM'siTh JITEH, Kl 3a3HaBaId KOPOTKOYACHOTO
BIUIMBY — sIK THX, XTO0 MaB BI'H3, abo 6e3 miei xBopooOwu, ane y miBuar 3 BI'H3, sxi
3a3HaBaJIM JIIKYBaHHS MPOTATOM BCi€i BariTHOCTI, OyJin 3a KUTbKOMA OI[IHKAMU O1TbIII
CIIOBUIPHEHUMH MEHTaJbHI TpoliecH, HiK B KoHTpoui (139). V myxe HeBemukoMmy
nociimpkerHi 3 [1obIi moB1IOMIISIIOCS PO MOMINIICHAS] HEHPOKOTHITUBHUX (PYHKITIN
y niBuatr 3 BI'H3, siki oTpuMmyBanu mpeHaTaJbHO JEKCaMeTa30H, XodYa JiBuara 0e3
MaTOJIOT1], SIKI OTPUMYBAJM JIEKCAMETa30H, MaJli TipIie Bi3yaldbHE CIPUUHATTS Ta
3opoBy mam'ath (140). BiamiHHOCTI MK IOCHTIIDKEHHSIMH MOXYTh BiImoOpa)kaTu
HEaJIeKBaTHy BHUOIPKY, HEBIAMOBIAHWI KOHTPOJb ab0 pe3yNbTaT MOCTHATAIHLHOTO
3B'SI3Ky MK HEMOBJISITAMHU Ta MAaTEPSIMH, 110 MOKE YaCTKOBO MOM'SKIITUTH HACIIIKH
BBy Ha i 'K (141). He3Bakaroum Ha Te, 10 JaHi HE € OCTAaTOYHUMHU, Oy/Ib-sKi
HECTIPUATIMBI  HACHIAKM  JICKCAMETAa30Hy JJig PO3BUTKY MO3KYy Oyau 0
HENPUNHATHUMH.

Josroctpokosi Hacaiaku il 'K Ha moiig Oyiu BUBYEH1 y HEMOBIIAT, YUi MaTepi
OTPUMYBAJIM JEKcaMeTa3oH abo OeTameTa3oH, 100 CHPUSTH JO3PIBAHHIO JIETEHb
miony (142). ¥V upomy KOHTEKCTI NpeHaTaidbHuil BIMB 'K 3MmiHIOE rimoTanamo-
rinodizapHO-HAAHUPKOBY BICh, MOCHIIOE BIAMOBIAb KOpTHU30dy Ha cTtpec (143) 3
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HECIPUATIMBUMU HACTIAKAMHU JJIs1 ICUXIYHOTO 3/10POB'Sl y TUTUHCTBI Ta MIJUIITKOBOMY
Bii (144). loBroctpokosi edpektu noctHaTanbHUX ['K Ha ronoBHUI MO30K JTIOIUHU
BKJIFOYAIOTh 3HMKEHHS IaM'sATi Ta 00’ emy rinokamity (145), 3MeHIIeHHs 00'eMy Kopu
Mo3ouka (146), 3HuxkeHHS KorHiTMBHOI ¢yHKIiT (147-149), 30uiblIeHHS
TICHXOIATOJIOT1i Ta 3MeHIIeHH AKOCT1 )KUTTA (QOL) (148, 150).

VY MaiOyTHIX [OCHIIKEHHAX NOOIYHUX eQeKTIB CJiJ BpaxoBYyBaTH JiBa
cynepewnuBi ¢akrtopu. I[lo-nepme, ocobu 3 BI'H3, saxi He Oynu miggaHi BIUIUBY
JIEKCaMETa30Hy, MOXYTh MaTH 3MEHILIEHY poOouy naM'aTh a00 KOPOTKOYACHY MaM'siTh
(137, 138). Ilo-apyre, xinku 3 BI'H3 mManu Hux4l pe3ynbTatu TeCTiB sl poOOUOi
nam'sTi, IBUAKOCTI 00poOKu 1H(opMallii, 1iana3ony uudp Ta MATPUYHUX MIPKYBaHb
nopiBHsAHO 3 KoHTposieM (151). MPT ronoBHOoro Mo3Ky moka3aB BIUIMB Ha OLTy
PEYOBHHY, TMOKaMII, TAJIAMyC, MO304YOK 1 MO3KOBHI CTOBOYp; MarHiTHO-pe30HaHCHA
CHEKTPOCKOMISl TakOoX T0Ka3aja 3HIKEHHA BMICTY XOJIIHY Y CKPOHEBIH JOJIil.
[TamienTwn, siki orpuMyBanu Buii g03u 'K, manu 6utbini BigxuneHHs (151).

IHoTeHuiiHi JOBrocTPOKOBI HACTIAKH.

JloBroctpokoBi Hacninku BBy Ha 1wt I'K onucani no6pe (116). PerpocniexktuBne
SIiICMIOJIOTIYHEe JTOCHIJKEHHS ITOKa3aJio, 10 aHTCHATaJbHUN JEKCaMETa30H, KU
BUKOPUCTOBY€ETbCA JUIsl 1HAYKYBAHHS JIO3pIBaHHS JIET€Hb Ha MI3HIX TEpMiHaX
BariTHOCTI € HE3aJIG)KHUM (DAKTOPOM PHU3UKY PO3BUTKY aCTMH Y BiIll Bif 3 10 6 pOKiB
(152). Cepen 24 mnepemyacHO HApPOJKEHUX JIiTeH, SKI IpeHATaJbHO OTPUMAIIU
JIEKCaMEeTa30H JUIsl TO3piBaHHS JIET€Hb, YaCTOTa ACTMH Ta aJIEPTIUHUX po3iaaiB Oyna
BUIIOIO Y BiIll BiJ 2 10 5 POKiB, HIX BIANMOBIIHO y 16 miTelt rpynu koHTposro (153).
JlocmipKeHHsI Ha ITypax, siki OTpUMYBAJIH JIeKCaMeTa30H ITiJl 9ac BariTHOCTI, TOKa3aIu
3HmkeHHa uyTiuBocTi 10 ['K Ta excnpecii perientopis (154), a Takox NMpUTrHIYEHHS
BPOJ/KCHHMX IIUTOKIHIB 3 IHIYKIIEIO alallTUBHUX ITUTOKIHIB (155).

Ocobu, 5Kl OTpHMalu aHTeHaTaIbHO OcTamera3oH 30 pOKIB TOMY, Mau
HiBUILCHY PE3UCTEHTHICTh A0 1HCYIIHY, a 7% - miaBUINEHUN 0a3adbHUNU KOPTH3OI
(156). Antenaranbhi cunteTnuHi 'K 3MmiHIOIOTE MeTmiyBaHHs (etanpHOi JHK
IpHU3yHIB, TOCTIHHO BIUIMBAIOYM Ha EKCIpPECil0 TeHIB, Mo OepyTh yd4acTb Yy
BYTJIEBOJHOMY T'OMEOCTAa31 Ta MpOTrpaMyBaHHI TinmoTajgamMo-TinodizapHO-HATHUPKOBOT
oci (157). KopoTkuii BIIMB MaTEpPUHCHKOTO JEKCAMETA30HY 3HIDKYE EKCIIPECito
dbepMeHTIB HAJHUPKOBOTO CTEPOIOTEHE3y Yy MHIIIEH i yac iX mopociimanas (158).
3mina metwinyBanHs JIHK, oueBuaHO, T€KUTH B OCHOBI JOBrOCTPOKOBOT'O BIUIMBY Ha
g sk K, Tak 1 marepuncekoro crpecy (129-131). BB Ha HacTymH1 MOKOJIIHHS
MOXe BimoOpakaTu e(peKTH TMOTIEPETHUKIB IepMIHATUBHUX KIITHH HA TOHAIH, IO
po3BuBaroThes (112). HezanexxHo Bix TOro, B sIKiil Mipi Ha 3MiHH, IO CIIOCTEPITAIOTHCSA
B MOJIeJIi TPU3YHIB, BIUTUBAE MPEHATATBLHUN JIEKCAMETa30H, 3MIHHA B OPTraHi3Mi JIFOIMHA
HE MOXYTh OYTH JIETKO BU3HAYEHI.

Bbananc nepeBar i mkoau
AntenaranbHe JikyBaHHs BI'H3 3anuimnaerbcsi cripHUM 1 siBAsi€ COO0I0 HEBUPIIIEHI
€TUYHI1 NMUTAHHA. SIK HACIIOK, MTPAKTUYHI HACTaHOBH EHJOKPMHHOIO TOBapHUCTB 3a
2010 p. 3a3HaualOTh, M0 'TpeHaTallbHa Tepamisi MPOJOBKYE BBAXKATUCS
excnepumenTtaipbHo0" (1). 3 tux mip B lIBewii rpymna, 1mo BuBYajia MpeHATAJIbHE
JMIKyBaHHS, MPUIHUHWIA Take JIKyBaHHS d4epe3 '"MOXIIMBI HECHPUATIMBI MOOI4HI
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edextu" (159). Himenpke TOBapUCTBO AUTAYOT €HAOKPUHOJIOTII Ta Ji1a0eToJIOrii
CIOUIBHO 3 M'SIThMa IHIIMMHU HIMEIBKUMHU MEAUYHUMHU TOBAPUCTBAMHU IIAIIIO
BUCHOBKY, mo '"lIpenaranbHa Ttepamiss BI'H3 Bce me € ekcnepuMeHTaIbHOIO
tepaniero” (160). B "AmepukaHCbKOMY >KypHasl akyuiepcrBa Ta TiHEKOJIOTii" B
pyOpuni "Kniniuna mymka" Oyno 3po0JieHO BHCHOBOK, IO "PU3HMKU MEPEBAKAIOTh
nepeBaru” (102). Anani3 pu3UK-TiepeBaru Ma€ BpaxoOBYBaTH HEOOXITHICTH JIIKYBATH
Oararo toais 0e3 BI'H3, xoua i1 HeTpuBano, npore 0e3 OYEBHIHOI KOPUCTI IS
JIKYBaHHS OJTHOTO 101y )KiHOo4o1 cTati 3 BI'H3; mpobiemMaTnyHM poOUTH 1IeH MiaXia
HAKOIMYEH1 JaHi, 110 CBIIYaTh NPO MOTEHI[INHUN TpUBAIMM PU3HUK B (PeTalbHOI
Tepamii JAeKcaMeTa3oHOM. ToMy Ha MIATBEPIKEHHS MONEPEIHbOI0 EKCHEPTHOIO
BUCHOBKY, KOMITET 3 HAllMCAHHSI HACTAHOB HAJa€ OUIbIII BUCOKE 3HAYEHHS] YHUKHEHHIO
HENOTPIOHOTO BHYTPIIHBOYTPOOHOTO BIUIMBY JEKCAMETA30HY Ha IUIiA 1 MaTip Ta
3aMo0IraHHI0 MOTEHUIWHOI MIKOJAW, MOB'A3aHOi 3 LMM BIUIMBOM, HDK MiHIMI3alii
€MOIIIITHUX BTpAT OATHKIB Ta MAI[IEHTIB BiJ] HETUIIOBOTO PO3BUTKY 30BHILIHIX CTATEBUX
OpraHis.

I[Ipeimmanraniiina’ reHeTMYHa AIArHOCTHKA Ta iHIII NPOTPECHBHI JOMOMDKHI
PENPOAYKTUBHI TEXHOJIOT1T € 1oaaTkoBuMu omiisiMu (161, 162), ane HecyTh BIacHU
pPU3UK Ta eTuyH1 cynepeuku (163), ane 1ie He BXOAUTh B KOHTEKCT IUX HACTAHOB.

3. JIATHOCTHUKA BI'H3

3.1. Mwu peKoMEHIYeEMO CKEpOBYBATH HEMOBIISAT 3 IO3UTHBHHUMH PE3yJIbTaTaMU
CKPUHIHTY HOBOHAPO/PKEHHUX Ha BPODKEHY TINEPIUIa3ito HAIJHUPKOBHX 3aJ103 JI0
JTUTSYUX €HJIOKPUHOJIOTIB (SKIIIO BOHU IOCTYITHI B perioHax) Ta 3a He0OX1THOCTI
OIIIHUTH PE3YJIbTaTH TECTY CTUMYJIALIT KOCUHTPOITIHOM. (1P PO)

Komenmap pobouoi epynu: Ha momenm po3pobku 0anoi KiiHiuHOI HaCmMaHo8u
6 Ykpaini npoyedypa nogioomnenns anomanviozo pezyavmamy HC peenamenmosana

Ilopsokom nposedeHHs pO3UWUPEHO2O0 HEOHAMANbHO20 CKPUHIHZY, 3AMEEepONCEeHO20
Haxazom MO3 YVkpainu 6io 01.10.2021 poky. Ne2142

3.2. B oci6 3 cumnToMamu, 10 BHHUKIW B MI3HROMY HEOHATaJIbHOMY IEPIOAl MH
peKoMeHIyeMO TipoBecT paHo Bpadili (o 8:00) anaini3 B cupoBariii 06a30BHii
piBens 17-OHP 3a nonmomororo PXTMC. (1| @0)

3.3. VY ocib 3 rpannynumu piBHsAMHU 17-OHP Mu pekoMeHyeMO BUSHAYHUTH TTOBHHMA
podisib HAAHUPKOBUX TOPMOHIB TICIISI TECTY CTUMYJISAIIT KOCHHTPOITIHOM, 100
mudepenmitoBat  gedinur 21-OH Bim iHmmX depmeHTHUX aedeKTiB.
(1D DO0)

34. Y oci0 i3 BpOIKEHOIO TINMEPIUIa3i€l0 HATHUPKOBUX 3aJI03 MU IMPOTIOHYEMO
IPOBOJAUTH TEHETUYHE OOCTEKEHHSI JUIIE TOMAI, KOJMU Pe3yJabTaTH MpOoQiITio
HAJHUPKOBUX  TOPMOHIB  TMICAS  TECTy  CTUMYJIII  KOCHHTPOMIHOM
HEOJHO3HAYHI, a00 CTUMYJSIIA KOCUHTPOMIHOM HE MOXE OYTH KOPEKTHO
BUKOHaHA (TOOTO TMAIllEHT OTPUMYE TJIIOKOKOPTHKOiL) abo 3 METOolo
T€HETUYHOTO KOHCYIbTYBaHHS. (2| P PO)

- [IpeiMImianTAaIist — Te, M0 BiAOYBAE€THCS MiXK 3aIUTITHEHHIM SIATICKITITHHH 1 ii IMIUTAaHTAIII€I0 B CTIHKY MaTKH
(mpuMiTKa repexiafaa).
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Texniune 3ayeasrcenna: ['€eHOTUIYBaHHsS NIOHAaMEHIIE OJHOrO0 3 OAaThKIB

J0TIOMArae B IHTEpIpeTallii pe3yabTaTiB FTEHETUYHHUX TECTIB Uepe3 CKIIAIHICTh JOKYCY
CYP21A2

Komenmapi pobouoi cpynu

Poboua epyna npononye enecmu 3miHu 00 po30iny OiAeHOCMUKU 32I0HO 3
oanumu onosnenux nacmanos (Clinical guidelines for the diagnosis and treatment of
21-hydroxylase deficiency (2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-
143. doi: 10.1297/cpe.2022-0009. Epub 2022 Apr 10. PMID: 35928387; PMCID:
PMC9297175 ma Newborn Screening for Congenital Adrenal Hyperplasia: Review of
Factors Affecting Screening Accuracy (Int. J. Neonatal Screen. 2020, 6, 67;
doi:10.3390/ijns6030067 www.mdpi.com/journal/ijns):

- Hxwo nio ywac HC pisensv 17-OHP nepesuwyye nopozose 3nauenns, onsa neeatino2o
oocmedicenHsi cni0 nposecmu  OemanvHe eHOOKPUHONO2IUHEe 0OCMedNCeHHs
HOBOHAPOOICEHO20, HE3ANeHCHO 8i0 HAABHOCMI YU GIOCYMHOCMI KIIHIUHUX
CUMNMOMIB, MAKUX K AMUNOGI 306HIUHI 2eHImalii, 2inepniemeHmayis WKipu abo
CUMNMOMU YU O3HAKU HAOHUPKOBOI HeOOCMAmMHOCHI.

- Ilo6 oiacnocmysamu BI'H3 enacniook oepiyumy 21-OH (21-OHD), crio
36epHYymMuU 0COOAUBY YBA2Y HA CUMIMOMU HAOHUPKOBOI HeOOCMAmMHOCMI, MAaKi 5K
noeame 200y8amHs, empama e6azu ma oOnoeanua. Illpu nossi cumnmomie
HAOHUpPKOBOi  HedocmamHocmi — abo  OioXiMiYHUX — aHOMANil,  30Kpemd
einonampiemito, 2inepkaniemito abo memabonivhul ayuoos, nikysauus I'K cnio
posnouamu 00 niomeepoxcenus diacnozy 21-OHD

- Miaecnocmuka coneempamuoi oopmu y nemognam 3 gucokum pignem 17-OHP:

o PemenbHe 00CMedtCEHHA 3A2AlbHO20 CMAHY OUMUHU MA 6USBI8 X60pooOU,
30Kpema CcumMnmomu HAOHUPKO8oi Hedocmamuocmi. Baosxxka empama coni
(Na < 130 mexs/n abo K > 6,0 meke/n) 3a36uuatl 6UHUKAE RPOMSCOM OPY2020
TMUMNCHSL HCUMMIAL,
npocmoi 8ipunbHoi) npogecmu eumiprosarnus 6 kposi AKTI, enexmponimis,
2NIFOKO3U, AlbOOCMEPOHY NIA3MU, PEHIHY NIa3MU ma aHanis 2asie Kkposi. Pienb
anbO0OCmepony  Modice  Oymu  nidsuweHull y  nayieHmis i3 N02amo
KOHMPOIbOBAHUMU AOO HENIKOBAHUMU THUUMU 3AXBOPHOBAHHAMUL.

- Jliaenocmuxa HKBI'H3.

€ oinvw neckoro gopmoro BI'H3, axa 3azeuuail me nompebye empyuanHs 6
nepiod HOBOHAPOOAHCEHOCMI MA PAHHBLO2O OUMUHCME. X04a HeKIACUYHA opma
He € OCHOBHOI MEmMOI HEOHAMANbHO20 MACO6020 CKPUHIH2Y, NEBHY KIIbKICIb
HEeKIACUYHUX 8UNAOKIB MOJICHA BUABUMU 3 OONOMO2010 CKPUHIHR2Y.

- HMiaenocmuuni mecmu

o Haubinow yinnum OiacHocmudHum mecmom € eumiprosanus pieus 17-OHP y
cuposamyi kposi. Pieni 17-OHP moorcyms 6ymu niosuweni i npu inwux munax
BI'H3 (0eghiyum 11[-ciopokcunasu, 3p-ciopoxcucmepoioodeziopozcenazu ma
okcudopedykmasu yumoxpomy P450), a maxodc xubro niosuwyeri 6HACTIOOK
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nepexpecHoi peakyii. Tomy y pazi cyMHIBHOCMI NOMPIOHI NOBMOPHI mecmu 3i
cmumynayiio 17-OHP i ACTH.

Obcmedrcenns 05 OYIHKU NPOsBi& X80pooU

e [louamkoea oyinka nopyuieno cmamegoco possumxy (DSD).
Amunosua 6yooea 308HiWHIX cmamesux opearie ceiouums npo DSD. Xoua
Oinbwicms  B6UNAOKIE AMUNOBUX 2eHIMANIl 3 HEeBUHAYEeHO CMmAammio €
Hacniokom BI'H3, neeaiine obcmedicenus 01t OMPUMAHHA UYEPNHUX KAIHIYHUX
oanux Ons eusHauenus namoghizionocii DSD € easxcausum. Ha oodamox 0o
XPOMOCOMHO20 aHANi3y Ci0 npogecmu @izuuHe 00OCMENCEeHH Ol OYIHKU
gipunizayii 3068HIWHIX cmamesux opeanie ma Y3/[ noxkanizayii cmamesux 3a103,
a makoxc posmipy ma Gopmu GHympiwHiX cmamesux opeauie. 3o0Kkpema, y
nayienmis 3 xapiompunom 46, XX 3 oepiyumom 21-OH abo 11p-2iopoxcunaszu
AECUHUKU OUPepenyitorombcsi HOPMAIbHO, 3HAX00AMbCSL 8 YePEeGHill NOPOIHCHUHL.
V3] 0onomacae uznawumu 10xanizayiro cmamesux 3a103 i AHAMOMIYHY OYIHKY
BHYMPIWHIX CIAMeB8UX OP2aHiE.

Kniniyna kxapmuna BI'H3

o Cmyninb  gipunizayii  308HIWHIX cmamesux OpeaHié  OYIHIOIWMb  3d
knacugixayieto Ilpadepa. Pisenv 17-OHP y 6cix HOB0HApOOJCEHUX 3
AMunoBUMU 308HIWUHIMU CIAMEBUMU OP2AHAMU CLI0 BUMIPIO8AMU 8I0pa3y NiC/s
Hapoodicenns. Xoua deski sunaoku 46, XX demoncmpyromo 308HiuHi cmamegi
OpeaHu 40a08i4020 MUNY, MAKi GUNAOKU MOMCHA BIOpI3HUMU 8I0 BUNAOKI8
46, XY 3a giocymuicmio seyox y ckpomo-iabianvHux ckiaokax. ¥ 46, XX
BUNAOKAX 20HAOAMU € SIEYHUKU, SKI PO3ZMAULOBAHI 8 UYEPEeBHIll NOPONCHUHI.
Pozmsenyma  ooeocuna nemica He € 8I0NOGIOHUM  NOKASHUKOM O
i0enmucbixayii eipunizayii 306HiwHIX cmamesux opeawis y 46, XY eunaokax.
Tinepniemenmayito wKipu ModHCHA pPO3NIZHAMU HA 306HIWUHIX CMAMEUX
opeamax, naxeosinl 3anaduri, 2yoi ma pomi, i ye e€ounuti nposs y 46, XY
sunaokax. linepniemenmayis wKipu weuUOKO 3HUKAE NICIS NOYAMKY mMepanii
2NIIOKOKOPMUKOIOaMU.

Poboua epyna npononye dooamu nposedenus oyinku cmynens @ipunizayii 3a
wxanoro Ilpadepa, wo € cmanow c8IMOBOH NPAKMUKOIO ) NAYIEHMI6 3
AHOMANBLHOI Y0800 306HIUHIX CINAMEBUX OPCAHIB
Jugepenyitina diacnocmuxa.

e Pigenv 17-OHP moowce 6ymu niosuwenum ne auwe npu 21-OHD, a i npu
nepeouacHux noio2ax, Oyxice PAaHHbOMY NOCMHAMAILHOMY Nepiodi, ITHUIUX
munax BI'H3, nyxaunax H3 ma cunopomax iz HaOMIpHUM POCHOM.

e V Hedomowenux HogoHapoOdcenux sanuuikoéa kopa H3, 6 saxiu 21-OH
EeKCNpecyeEmuvCsl Ha HU3LKOMY PIGHI, Npu3800ums 00 nioguujeHo2o cunmesy 17-
OHP nopisnsano 3 makum y OOHOWEHUX HOBOHAPOONCEHUX.

® Beaosicacmwvcs, wo oesxi neidenmughixosani cmepoioni memaobonimu 3 kopu H3
nrooa npu iMyHoaranizi nepexpecuwo peacyiomv 3 17-OHP. [Je noschioe
Oinvwicmes xubHonozumusnux pesyromamis nio yac HC na 21-OHD, wo oae
HAO36UYAUHO HU3LKY NO3UMUGHY NPOSHOCMUYHY YIHHICb NpU 2eCmayiuHoMy
siyi <37 muoicnis. Pieni 17-OHP y cuposamuyi Kpogi mumuacoso nio8uuyomscsi
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8 THUUX CIMAHAX, MAKUX K PAHHIU HeOHAMANbHUL nepiod npomseom nepuiux 48
200UH Jcumms ma QI3UYHULL cmpec yYepe3 Cepuo3ny Xeopoby ma iHgeKyiliHi
3axeopro6ants. XuOHONO3umueHi 6UNAOKU 6HACNIOOK NepexpecHux peaxyili
ModrcHa 3meHwumu 3a oonomozoro PXTMC.

o Vei mpu ¢opmu BIH3 (3  oegpiyumom  11f-ciopoxcunasu,  3f-
2iopokcucmepoiodeciopozenasu, okcudopedykmasu yumoxpomy P450) maromo
oepiyum 'K, ane kniniuni 03HAKU PIZHAMbCA (AMUNOBI 308HIWHI CMAMeES]
OpeaHu Npu HAPOOMCeHHI), AK | mepanesmuyui nioxoou. Xoua Oinbuicms
sunaoxis 3 sucoxum pignem 17-OHP € 21-OHD, demanvre 00caioxcenus 0ns
niomeepodicents diacnozy 21-OHD € neobxionum.

- CKkpuHine HeOOHOWEeHUX HOBOHAPOOINCEHUX

Hespinicmb HaoHupkogux 3an03, 0cobau80 y HEOOHOULEHUX HOBOHAPOOIHCEHUX,
CNPUSIE 3HUNCEHHIO MOYHOCMI CKpuHiHeosux awnanizie 210HD, koau 3pasku
30uparoms npomscomM nepuiux Kiibkox oHig scumms. QoKyc-epynu excnepmie
PeKoMeHOy8an MOoOUPIKOBAHI aANOpUMMU CKPUHIH2Y HEOOHOWeHux oOimell,
wob MIHIMIZy8amu pusux 5K XUOHOHe2AMUGHUX, MAK I XUOHONO3UMUBHUX
ckpunineie. Enookpunne mosapucmeo cxeanuno npakmuxy Minnecomu
HOBMOPHO20 CKPUHIHZY HEOOHOUEHUX HEMOBTIAM 3 HU3bKolo 8azoto (<1800 e) y
giyi 2 i 4 muowcnig. I[lodionum wumom Incmumym KiiHiUHUX 1AOOPAMOPHUX
cmanoapmie (CLSI) pexomenoye, wob yci HedoHowieHi (<37 muoicHis
8a2iMHOCMI) i HEeMOBIAMA 3 HU3bKOK 64200 Npu Hapooddceuni (<2500 o)
NPOXOOUNU CKPUHIHE NIO YAC HAOXOONCEHHS V 8I00LIeHHs IHMeHCUBHOI mepanii
HosoHapoodicenux (NICU), a makooic y 8iyi 48—12 200 niciist HapoOdicenms, AKuo
nouamKo8Ull CKpuHine 0ye nposederull Merute Hidxc wepes 24 200unu scumms.
Ocmamounuil cCKpuHine makodic pekomeHoyemocs Ha 28 O0enwv scumms. Cepeo
MPbOX 2PYN ICHYE KOHCEHCYC, W0 Y HEOOHOULEHUX HOBOHAPOONCEHUX HEOOXIOHULL
MoHimopune konyeumpayii 170HP 2-3 pasu npomsecom nepuioco micays
AHCUMMSL 01 NEOBUWEHHS MOYHOCE MeCH) 8AHHSI.

Hokazu

Y HOBOHAPO/KEHMX 3 TIO3UTUBHUM CKPUHIHTOM pIIEHHS TpO TE, YH
MOBIIOMJISITH TUTBKH TIEPBUHHOTO JIIKapst a00 TUTSYOTO CHAOKPUHOJIOTA, 3aICKUTh BijT
HAsSIBHOCTI cyOcmenianicTiB (47). Sk mpaBuIio, JiKap NEPBUHHOT METUYHOI JTOTTOMOTH
ciikye 3a moMipHo migBuieHuM 17-OHP 3 moBTOpeHHSIM y 3pa3Ky IUIIMH KPOBI 3
GUTBTPYBaIBLHOTO Manepy 1 OIIHIOE MiABUINCHI 3HAYCHHSI 3 PIBHAMH B CHPOBATII
enektpomiTiB 1 17-OHP. SIkmio mi BUMIpIOBaHHS € HEHOPMAaJbHUMH, KIIHIIIACT
CKEpPOBYE HEMOBJIS JI0 TUTSYOTO CHIOKPUHOJIOTA.

Hpyruii etan ckpuninry 3 PXTMC no3Bossie epeKTHBHO BUMIPIOBATH MaHETh
CTEepOifniB 1 mo3BoJsie AiarHocTyBaTH iHII Gopmu BI'H3, sk me Oymno mokazano mist
nediuuty 11B-rinpokcunasu (164, 165). Axmio 6a3anbHI pe3yabTaTh B CUPOBATIIL 00
3 (UIbTpYBaJbHOIO TAanepy HE AOCTaTHHO I1H(OPMATHBHI, HEOOXITHO MPOBECTHU
JIarHOCTUKY TMAaIlleHTa 3a JOMOMOIOK TECTy CTUMYJIALIlT KOCHUHTpoIiHOM (166).
[cHytoul HOpMU MpHU3HAYEHI JJISI TECTIB 3 BUKOPHUCTaHHSAIM (hapMakoJIOriyHO1 103U
kocuntporniny (AKTI [1-24]) 0,25 mr, BBeJIeHOI BHYTPIIIHBOBEHHO (y JITEH 3 JIyKe
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HU3BKOIO MAacol0 Tina, J03a Moxe Oyt 3MmeHmeHa 10 0,125 Mmr), mo mMakcuMaiabHO
CTUMYJIIOE€ KOPY HaJHUPKOBUX 3ayio3. llel MiarHOCTUYHUN TECT BIIPIZHAETHCS BiJl
TECTy 31 CTUMYJIALIE€I0 HU3bKOI0 103010 AKTI, sikuil BUKOPUCTOBYETHCS ISl OI[IHKH
IHTAKTHOCTI TinoTajgamMo-rinodizapHo-HagHUpKoBoi oci (167). 3pa3ku noBUHHI OyTH
oTpuMaHi nepej ta yepe3 60 XBUIMH Miciisd BBEICHHS KOCUHTPOMIHY. SIK MIHIMYM, CJIi]
BuMipsATH kopTtuzon ta 17-OHP, ane 17-OHP moxe OyTu miABUILEHUH 3a HAsIBHOCTI
HIIMX pepMeHTaTUBHUX AeeKTIB, 30kpema, Aediuuty 11B-rigpokcunasu, piame -
nedinuty 3B-TiApoKcucTepoin-aerigporenasu abo nedinuty okcuaopeaykrasu P450.
1106 nmpoBecTu noBHE AUEPEHIIIOBAHHS PI3HUX (PEPMEHTHUX IE(EKTIB, Kl MOKYTh
OyTu noteHItiHo0 mpuunHoto BI'H3, kiiHIIMCTH MOBUHHI B i/1€alli HAJCWJIATH 3pa3Ku
70 €HJIOKpUHHOI pedepeHc-1adoparopii s BUMiproBaHHs 3a jaornoMororw PXTMC
17-OHP, koptuzony, 11-neokcukoptukoctepony, 11-neokcuxopruzony, 17-OH-
NPEreHOJIOHY, NEeTiIpOoemiaHApOCTepPOHY Ta aHAPOCTCHIIOHY. SIKIIO y MaleHBKUX
niTen mpobiema 3 00'eMOM KpoBI a00 BEHO3HHM JIOCTYNOM, 3a0ip mpoOU MOKIMBO
3MIACHUTU Juiie 4depe3 60 XBWIMH TICAS BHYTPIIIHBOBEHHOTO a00 BHYTPIIIHBO
M’SI30BOTO BBEJIEHHS KOCUHTpOMiHY. CiBBIIHOIIEHHS MOKa3HUKIB 0COOJIMBO KOPUCHI
Uit po3pizHeHHsT pepMmenTatuBHUX nedexTiB (164, 165). Sk anprepHatuBa BHOIpI
KPOB1, MOKYTbh OyTH IIpOaHaIi30BaHi 3pa3Ku ceyl B IEKUIBKOX CIEIIaIbHUX LIEHTPax,
3 pukopucTanHaM ['XTMC a6o PXTMC; neit miaxin 3a0e3meyuTh aHAJOTIYHUN 3a
TOYHICTIO 010XiMIUHUM J1iarHo3 (168).

TecT Ha CTUMYIIALIIO KOCUHTPOIIIHOM CJI1JT BIKJIACTH J10 3aBEPIICHHS MEePIINX
24-48 romuH xUTTSA. ICHye BHCOKa 4YacToTa $K TOMMWJIKOBO-TIO3UTHBHUX, TaK 1
MOMMJIKOBO-HETaTUBHUX PE3YJIbTATIB, KOJU KIIHIIUCTH OTPUMYIOTH 3pa3KH Bipasy
micis Hapo pKeHHs. Y pasi nedinuty 21-OH, sk nmpaBuiio, miBUIIEHUN piIBEHb TaKOX
THIITUX CTEPOiiB, 30KpeMa 2 1 -I€OKCUKOPTH30JI, AaHAPOCTEHIIOH 1 TECTOCTEPOH.

VY ocib 3a panHbOr0 TUTHUHCTBA 13 cumntomamu BI'H3, mis ckpuninry na BI'H3
3a pormoMororo PXTMC nmoBHHHI BUKOPHCTOBYBATHCS 3pa3KU CHPOBATKHU, OTPUMaHI1
70 8 paHKy. Y KIHOK, SIKi MEHCTPYIOIOTh, PEKOMEHYEThCS MMPOBOAUTH BiOIp Mpold y
panHO QonikynsapHy ¢aszy. Ha pucyHKy 2 HaBeJeHO 3pa30K JIarHOCTHYHOI cTpaTerii
(169-172). Ctumyiisiis KOCHHTPOIIIHOM HEOOXigHa IS HAIiEHTIB 3 HEBU3HAYCHUMHU
6azoBumu piBHsMu 17-OHP. JIns marmieHTiB 3 HEIarHOCTUYHUMH CTHUMYJIHOBAHUMH
sHaueHHsmMu 17-OHP, ocobmmBo Tux, xto oTpumye Ttepamito 'K, miarHo3 moxe
nigTBepauTu renoturyBanss (171, 176, 177).
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MosxiTopunar 170HP

/ (bonikynapua ¢pasa)
! \

< 200 ng/dL 200-1,000 ng/dL >1,000 ng/dL
(<6 nmol/L) (6-30 nmol/L) (>30 nmol/L)

) /
CrumynauiiHHEA TecT

3 KOCHHTpOMNiHOM

|
< 1,000 ng/dL
/ (<30 nmol/L)

210HD BHKIOYeHHH 210HD

Pucynok 2. JliarHoctuka pgedimuty 21-rigpokcmnazm (21-OHD).
Pegepenmni cmanoapmu ons 2opmonansoi diaznocmuru 6yau ompumani 3 nocunams (170, 171,
173, 174). I]i oiacnocmuuni nopoau sussisiiomscs nodionumu ons ananizie PXTMC 3 obmesricenux
oanux (175). 3eepuimo ysaey, wo eunaokoso eumipsani pieni 17-OHP moacyms 6ymu HOpMaibHUMU
sa HKBI'H3; omoice, pisni 17-OHP cnio susnauamu paro épanyi (0o 8 panky). s mencmpyrowuux
JHCIHOK BUMIDIOBAHHS cMepOoidié Cli0 NPo8oOUmMuU Yy hONIKVIAPHY (Pazy i BOHU MOIHCYMb BIOPIZHAMUCS
3ANeAHCHO 8I0 BUKOpucmosysaroco ananizy. Ocobu, siki marome kracuuny BI'H3, ax coneempammuy,
mak i npocmy 8ipunvHy gpopmu oeghiyumy 21-OH, 3a36uuaii maromos HeCmumMynib08aui 3Hadenns 17-
OHP y xinbka mucsau. 3aysaxcumo, wo iHoOi CKIAOHO KIIHIYHO BIOPI3HUMU KIACUYHI | HeKIACUYHI
¢opmu BI'H3 b6e3 cunopomy empamu coi.

I'opMoHanbeHi deHOTHIIH OOpEe KOpentowTh 3 reHotuniamu CYP21A2; mporte,
TCHOTHITYBaHHSI HE MOXKE BUSBHTH BUTpATy coui. Hampukiam, TeHOTHITYBaHHS MOXKeE
BusBuTH 1VS2 coneBTpaTHOi Ta mpocToi BipuiibHOT hopm (35, 178, 179). I'erepo3urotu
MaroTh Tpoxu miaBuiieHuit 17-OHP micnsa ctumynsanii AKTI, ane icHye gacTKkoBHiA
30ir 3 HeypaxeHumu ocobamu (173). Sk Mapkepwm Te€TEpPO3UTOTHOCTI
BUKOpUCTOBYBaMCs ¥ iHmI aHamitya (180, 181), ame reHOTUITyBaHHS € HaWKpaIIuM
METOJIOM BWSIBJICHHSI T€TEPO3UTOT. [ eTepo3urotd He MOTPeOyITh MEIUIHOTO
JIKyBaHHS, ajie IM CIIiI MPOBECTH TCHETUIHE KOHCYJIBTYBAHHS (IUB. po3ain 6.3).

Komenmap pobouoi cpynu:
Tloxaszanus ons nposedennss CYP21A2-cenomunysanms:
s ocib 0box cmamei
- lliosuweni pisni 17-OHP, euseneni nio uac neonamaivHo2o ckpuniney Ha B/J[KH
- Bmpama coni ma sampumky po3eumky
- Ilepeduacne cmamese 003pisanns
- Ilpuckopene 3pocmanus 6 OUMUHCMGI, ZHUNCEHHS NPOSHO308AHO20 O0POCIO20

3pocmy
- lliosuweni konyeumpayii anopocenie (mecmocmepony), 17-OHP i 21-
0€30KCUKOPMU3OTLY

- llayienmu-mpanccekcyanu abo mparczeHoepu nepeo onepayiero 3i SMiHuU cmami

- Busaesnenns nociticmea y poouuie epynu pusuxy ma napmuepis xeopux Ha B/[KH
abo nociie mymayii ceny CYP21A2

- YV nap nepeo EKO ma wmyunum 3aniiOHeHHAM
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- Ilpenamanvna diaenocmuxa 6a2imHocmoi 3 2pynu pusuKy
- [linepnnas3isi HAOHUPKOBUX 34103 (NYXAUHU)
15 JHCIHOK
- fleHa KNiHIYHA CUMNMOMAMUKA, HAOMO BIPUNI3AYIA 308HILUHIX CIAMe8UX OP2aHie
- 3uauni osnaxu eipunizayii, exmouarouu cipcymuszm abo acne vulgaris
- Hudghepenyivina oiacnocmuxa y xeopux na CIIKA
- be3nnioos, no8mopHi UKUOHI, NOPYUIEHHS MEHCMPYATIbHO20 YUKTY
s wonosikis
- Habpsk seuox, wo 6i000padcae 3pOCMAaHH 3AMUUIKIE HAOHUPKOBUX 3403 )
mkanuni sievox (testicular adrenal rest tumors, TART - nyxaunu seuox 3
A0peHano8oi MKaHuHU)

Llorcepeno:EMQN best practice guidelines for molecular genetic testing and reporting of 21-
hydroxylase deficiency. S.Baumgartner-Parzer, M.Witsch-Baumgartner, W.Hoeppner. European
Journal of Human Genetics (2020) 28:1341-1367 https://doi.org/10.1038/s41431-020-0653-5

4. JIIKYBAHHS KJIACHUYHOI BrH3
4.1. B oci0, siKi 3pOCTa0Th, 13 KIIACHYHOIO BPOJIPKEHOIO TIIEPIUIA31€I0 HATHUPKOBUX
3aJ103 MU PEKOMEHIYEMO MIATPUMYIOUY TEpaIliio T1ApOKOPTU30HOM. (1|DPPO)

Komenmap pooouoi epynu’. Ha momenm po3pobku 0anoi KIiHiYHOI HACMaHo8U
6 Vkpaini nposooumu diacnocmuxy, NiKy8aHH | MOHIMOPUHE HeMosenam i dimell 3
BI'H3 3 21-OHD nogununi nikapi oumsaui eHOOKpUHOI02U.

4.2. B oci0, sKi 3pocTaroTh, 13 BPOIKCHOIO TilepIuia3i€lo HaJHUPKOBHUX 3aJl03 MU
PEKOMEHIyEMO BUKOPHUCTOBYBATH MEPOPAIBHY CYCIEH31I0 TPOKOPTU30HY Ta
HE PEKOMEHIYEMO XpPOHIYHE 3aCTOCYBAaHHS TJIOKOKOPTHKOIMIB TPUBAJIOI Jii.
(Lo d0)

4.3. Y HOBOHApOIKEHUX 1 B PAaHHBOMY JUTHUHCTBI MU PEKOMEHIYEMO JI0 CXEMH
JIKYBaHHS 3aCTOCOBYBATH (DIIyAPOKOPTH30H Ta JOJaBAaHHS HATPIIO XJIOPHUIY.
(Lo d0)

4.4. Y popociux 3 KIACMYHOIO BPOJKEHOIO TIMEPIUIa3i€l0 HAAHUPKOBUX 3aJ103 MU
PEKOMEHJyEMO  BHUKOPHUCTOBYBAaTHM  IIOJICHHO  TIIPOKOPTU30H  Ta/abo
TJIFOKOKOPTUKOINM TPUBAJI1 A1l pa3oM 13 MiHEpaJOKOPTUKOIJaMU 33 KITHIYHUMH
rnokaszaHHiaMu. (1|/PPo)

4.5. VY Bcix 0ci0 3 KJIACUYHOIO BPOJKEHOIO TIMEPIUIa3i€l0 HaJHUPKOBUX 3aJI03 MU
PEKOMEHIYyEMO CTEKUTH 3a O3HAKAMU IEpPe03yBaHHS TIIOKOKOPTUKOIMIB, a
TAKOXX 32 O3HAKaMU HEIOCTaTHhOI HOpMai3allii aHIpOTeHiB, MO0 3aBISIKU
JTIKYBaHHIO ONTUMI3yBaTH PO SIb HATHUPKOBUX CTEPOimiB. (1|OPHHO)

4.6. B ycix oci0 3 KJIaCHYHOIO BPOKEHOIO TIMEPIUIa3i€l0 HaTHUPKOBUX 3aJI03 MU
PEKOMEHJyEMO  CTSXXKHTH 3a O3Hakamu  Jedinuty abo  HaUIHIIKY
MIHEpaJTOKOPTUKOIIIB. (1| DPO)

Hoka3zu

[IpaBunbHe unikyBanHs ['K 3amoOirae HagHUPKOBIM Kpu3i 1 Bipuiizailii,
JO3BOJISIIOUM MailXke HOPMallbHOMY POCTY Ta PO3BUTKY B JMTHHCTBI. Y IIPaBIIHHS
kinacuyHoro BI'H3 € ckimagHuMm OanaHCyBaHHSIM MIDK TINEpPaHIAPOrEHIEI0 Ta
rinepkopTuu3MomM. JJis MmarieHTIB-HEMOBIAT KIIHIUCTA MOXYTh NEPEBUILYBATH
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pexomengoBaHi 1034 ['K, 11100 3MEHIIMTH MOMITHO MiIBUILEHUI PIBEHb HATHUPKOBUX
TOPMOHIB, aJieé BaXJIMBO IIBUJKO 3HU3UTH 103y MPHU JOCITHEHHI iX LIUIBOBUX PiBHIB.
HeoOxinna nepiognuna nepeouinka. CrpoOu MOBHICTIO HOpMalli3yBaTH piBeHb 17-
OHP 3a3Buuail npu3BOIATH 0 NEPEAO3YBAaHHA 3 O3HAKamMu cuHApoMmy KymmHra.
Hemosnsta 3 winacuunum aedinurom 21-OH motpebytote 'K Ha momatox 10
nikyBanHs MC Ta nomaBaHHs xjopuay Hatpito. [loTpeba B HaTpieBl B HOPMaIbHO
3pOCTalO4YMX HOBOHAPOKEHUX CTAHOBUTH ~ | MMOJB/KI Ha J00Yy - KUIBKICTb, IO
MICTUTBCA B XK1HOUOMYy Mool [IpoTe y nmamieHTiB 3 coneBTpaTHoo ¢popmoro BI'H3,
1 KUIBKICTh HEOCTATHS, 1 PEeKOMEHJOBaHE JoJaBaHHs Hatpito xjopuny (182). B
i1eani, JUisl JIOAaBaHHS COJII CJiJi BUKOPUCTOBYBATH CTAHJAPTHUM PO3YMH COJI,
OPUTOTOBAHUM anTeKkol abo CTaHAAPTHUMHU TaOJeTKaMu HATPIlO0  XJIOPHUAY.
3acToCyBaHHSI XJIOPUY HATPil0 MOXe OyTH HEOOOB'I3KOBUM, SIKIIIO 3aCTOCOBYBATH
BUCOKY 1103y (aynpokoptu3ony (183); ogHak, 0coOIMBO Ba)JIMBO CHOCTEPIraTH 3a
apTeplaJbHUM THCKOM Y HEMOBIIT, Kl MOTPEOYIOTh JIIKYBaHHS BHUCOKMMHU J03aMHU
MK, BHacnmiok Takoi 110 KOJIUBAETHCA 3JAaTHOCTI HE3PUIUX HUPKOBUX KaHAJbIIIB
peabcopOyBatu Hatpiid. KiiHinucraM ¢y IepioJMYHO MOBTOPHO TMEPErisiAaTH 103U
MK Ta Hatpito, BUXOASYM 3 apTepiaibHOTO TUCKY, aKTHBHOCTI HATpilO, Kaslilo Ta
aKTUBHOCTI peHiny mia3mMu Kposi (APII).

Xoya nedext OI0CHHTE3y albJOCTEPOHY KIIHIYHO OYCBUIHUM JIMIIE TIPHU
COJICBTpaTHIN PopMi, CyOKITIHIYHUN AeDIIUT aTbI0CTEPOHY IPUCYTHIN Y BCiX popmax
nedinuty 21-OH (184, 185) 1 Haiikpame HOro OIIHIOIOTH 3a CITIBBITHOIICHHSM
anpaoctepony a0 APIT (184). Omxke, Bci ocobu 3 knacuyHoro BI'H3 morpebyroTh
Tepamii (QIyApoOKOPTHU30HOM Ta aJEKBATHUM JOJAaBaHHSIM B XapyyBaHHS HaTpIIo,
MOYMHAIOYY 3 AUTHHCTBA. [liATpuMyBaHHA OajlaHCy HATPII0 Ma€ BaKJIMBE 3HAYCHHS
JUISL €yBOJIeMil Ta JiJis 3HM>KeHHs Basonpecuny 1a AKTI, mo 103Bosisie 3MEHIITYBaTH
no3u 'K 1 TuM camum cripusiTi Kpariomy 3poctadtio (186).

B nmursdomy Bimi kpamum 'K € rigpokopTH30H, OCKIIBKM HOTO KOPOTKHMA
Nepio/l HAMiBBUBEJCHHS MiHIMI3y€e HECHPHUATIMBI MOOIUHI epeKTH, XapaKTepHi s
TPUBAJIO JiF0UnX, OUThII TOTYXHUX 'K, 0co0mmBo npurHiueHHs pocty (Taom. 2) (187).
3a JMaHUMH OJHOTO JOCIHIDKCHHS OYiKyBaHMN e(EKT MPEeAHI30J0HY MO0
MPUTHIYEHHS pOCTy OyB MpUOIM3HO B 15 pa3iB OUTBII CHIIBHUM, HIXK Y TIIPOKOPTH30HY
(188); nexcamerazon moxke Oytu B 70-80 pa3iB OUIBII CHIIBHUM, HIXK T1IPOKOPTHU30H
(189). Xoua HecnmupTOBi CyCIEH31i TIAPOKOPTH3O0HY IOCATAIOTH PIBHIB KOPTHU30IY,
MOPIBHAHHUX 3 TAKUMH, SIKI IOCATAIOTHCS 32 JOIMOMOTOI0 TaOJETOK TiAPOKOPTHU30HY
(190), mepopanbHi cycneH3ii TIAPOKOPTH3OHY-IUITIOHATY OylMH HEIOCTATHIMHU IS
nocsirienHs kKoHTpoto BI'H3 y mirerr (191) uepe3 HEpiBHOMIPHICTh PO3MOALTY Y
piakii popmi. Xopommii KOHTPOJIb MOKE OyTH MOCATHYTHUH HUISIXOM MEPOPATHHOTO
BBEJICHHS TOJPIOHCHNX, 3BAXEHUX TaOJETOK TiAPOKOPTHU30HY, 3MIlIaHUX 3
HEBETMKUM 00'€MOM PIAWHH, IPH HEOOXITHOCTI, Oe3mocepeITHR0 TIEPEl BBEICHHSIM.
PeuenTypHi anTteku moBUHHI OyTH 00paHi JUisl HAJIIMHOCTI MPU MPUTOTYBAHHI JYXKe
MaJiix 103 ab0 cheliaibHUX JIIKAPChKUX MPEenapariB, OCKUIbKU OyJIU MOBIIOMIICHHS
PO TOYHICTH 3MIHHOT JI03H B CKJIaJieHUX IpemapaTax (192-194).
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Ta6auns 2. [linTpumyBanbHa Teparis y 3pocTarouunx nauienTtis 3 BI'H3

IIpenaparu 3araibHa JeHHA 1032 Posnmoais mporsirom 100m
I'K: T'1IPOKOPTHU30H, 10-15 mr/m? 106y 3 pa3zu 3a 100y
TabJIETKH

MK: ¢aynpokopTu3oH, 0.05-0.2 Mr/moby 1-2 pazu/no0y 3a 100y
TabJIETKH

JonaBanus Hatpito | 1-2 r/n (17-34 mExB/n) Posnoninene Ha Kijbka
XJIOPULY HEMOBJISITAM roJlyBaHb

i 1031 1 cxemMH BKa3aHi SIK MPUKJIAIN 1 HE TIOBUHHI PO3TIISAATHCS K 0OMEXYBaJbHI
y BHOOP1 17151 KOXKHOTO KOHKPETHOTO Malli€eHTa.

HenocratHbo naHux, mo0 peKOMEHIyBaTH APOOOBUN PO3MOALT 03 MPOTITOM
aHs abo emmipuyHe J03yBaHHS y paHHI paHkoBl roguHu (195). Komu no3u
nepesuilyoTh 20 Mr/mM? Ha 100y y AiTeil rpyaHoro Biky a6o 15-17 mr/m? Ha 100y y
MUTITKIB, CIOCTEPIraeThCsl 3HIDKEHHS CTAaHIApPTHOI IKanu BiaxuieHb (SDS), mio
HPU3BOUTH 10 3HWKEHHS CTaHIapTHOrO BiaXmiIeHHs 3pocty (SDS) (196-199).

Komenmap po6ouoi zpynu: Biocymui yimxi oauni yyo0o onmumanvroi 0o3u I'K
Ha nouamkogomy emani nikyeanHs. [louamroea 0oza I'K, wo pexomendyemucs, y
HeoHamanbHomy nepiodi cmanosums 25—100 me/m2/006y, a y pazi puzuky abo nioo3pi
Ha HaoHupkosul kpu3 — 100 me/m2/006y. Ilicna npuehivenus npooyKyii HaOHUPKOBUX
AHOpo2eHi8 abo OUiKY8aH020 30LNbUEHHS MACU MINA NICAA NOYAMKY JIKYBAHHS 003Y
'K weuoko 3HudiCyromo KoXicHi 5-7 OHI8 | nepesoosamb HA NIOMPUMYIOUY Mepaniio 00
oocsienents 6iky 3-4 muoicnie. Iliompumyioua o0oza I'K ona nemosnism - 10-20
me/m2/000y, ona inwux gixoeux epyn — 10-15 me/m2/006y. /Josy ma cnocib éedenms
c1i0 niobupamu iHOUBIOYAIbHO 3ANIeIHCHO 810 CIMAH)Y NAYIEHMA MA KAIHIYHO020 00CBIOY.

l'iopoxonmu3zon Dnyopoxopmuszon * Hampiio x1001d
Cmaois (me/m2/006y, mpuui (me/000y, 08iui Ha 000Y) P P
(e/k2/006y)
Ha 000))
Heonamanvua 25-100** 0,025-0,2 0,1-0,2
Heonamaneua, 10-20 0,025-0,2 0,1-0,2
Hemoesnama
Manioku
ﬂOWKlﬂleuu 8IK 10-15 0,025-0,2
Lxonapi
Ilionimxu

*Dnyopokopmuzon i HAmMpi0 XA0pud NOMPIOHI ONsl CONeBMPAMHOLI popmu
BI'H3. Jlo3yseanus ix IpyHmyemvCs HA PIBHAX KAlilo | Hampilo 8 cuoeamuyi Kposi,
AKMUBHOCMI PeHiHy 8 niaasmi abo 1io2o koHenmpayii, npubasku macu mina i AT. **
Jloza tpynmyemcusa Ha MANCKOCMIKNIHIYHUX NPoAsis. Y paszi nioo3pu Ha HAOHUPKOBUL
Kpu3 — He2atiHo egecmu 6/6 bo0c 2iopoxopmu3ony (25-50 me/m2)
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Iocepeno: Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

VY Tabmuui 2 HaBOAATHCSA MPOMOHOBAaHI PEKOMEHJalli I0A0 J03yBaHHS.
BinOyBatoTbecst  BiAMIHHOCTI B a0copOuii TIAPOKOPTU30HY Ta IMepiojl  HOro
HaIlBpO3May, 10 MOXXE BIUIMBaTH Ha mNoTpedy B Horo nosyBanHi (200). Xoua
JIKYBaHHS TMPEIHI30JIOHOM 1 JEKCaMETa30HOM e(eKTUBHE i NPUTHIYEHHS
HaJHUPKOBUX aHaporeHiB y aited 3 BI'H3, mi Outbln moTykH1 JIKapchKi 3aco0u
yacTille, HDK TIAPOKOPTU30H, MEPEUIKOKAIOTh 3POCTAHHIO TLMa, 1 X HE MOXHA
pPYTUHHO pexkomeHayBaTu. [lig vac crtareBoro A03piBaHHs, HaBITh SIKIIO 3aMICHA
Tepamisi Ta KOMIUIAEHTHICTh aJ€KBaTHI, KOHTPOJb MOXe€ OYTH HEAOCTATHbO
ONTHUMAJILHUM 4epe3 30UIbIIeHHs KIipeHcy KopTuzony (201). Jlopocnuii 3picT XxBopux
3 BI'H3 neratuBHOo kopemntoe 3 no3or0 'K, mpusnaueHiii B paHHbOMY MyOepTaTi;
NaIieHTH, K1 OTPUMYBAJIM HA MOYATKY MyOepTaTy riJpoOKOPTU30H B 1000BIH 1031 <20
MIr/M?, 3HaYHO BHII, HIK Ti, XTO OTPUMYBJIM OLIBII BUCOKI JTIO3M T1APOKOPTU30HY
(187). Tomy, sIK 1 y MOJIOAIINX MAIIEHTIB, BAXJIMBO B MEPIOJI CTATEBOTO J03piBaHHS
JKyBaTU HaMEHIIOK0 €(hEeKTUBHOIO J03010 JJIs JOCSITHEHHS 1UJIeH JTIKyBaHHS.

[Tpu 3aBepiieHH1 3pocTaHHsl a00 MpU HAOIMKEHH1 HOTO 3aBEepIICHHS MOXYTh
npusHavyaruch ['K TtpuBamoi mii (tabn. 3), Xoua mepeBa)KHUM JUIsl JIIKyBaHHS
3aJIMIIAETHCS T1IPOKOPTU30H. Hemae paHoMi30BaHUX KOHTPOIBOBAHUX JOCIIKEHb,
IO MepeadavyaroTh TPUBAJIE CHOCTEPEKEHHS 3a JOPOCIHMH, SIKI OTPUMYIOTH Pi3HI
pexuMu JikyBaHHs kinacudHoi BI'H3, 1 mpakTuka konuBaetses (202, 203).

Komenmap pooouoi 2pynu: Oexcamemaszon HECHNpUusmIuGo 6niuedc Ha
MemaboizM i AKICMb HCUMMS, MOMY 8 AKOCMI 3AMICHOI mepanii 21oKoOKoOpmuKoioamu
nepwioi’  iHii  peKoMeHOYIombcs  2i0pOKOPpMU30H  ab0  NPeoOHi30N0H.  AKuo

BUKOPUCTOBYEMBCS OEKCAMEMA30H, 1020 CLI0 NOYUHAMU 3 HUNCUOT 003U.

([orcepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175)

Taonuua 3. Iliompumysanvna mepanis, 3anponoHosaHa Oas NAYIEHMI i3
3a8EepuieHUM pOCmom

I'nroxkoxkopTHKOI 3anpononoBana 103a | /lo0oBa 103a
TPUBAJIOI Jii (Mr/mo0y)

['impoxopTH30H 15-25 2-3
[Tpenizon 5—17.5 2
ITpeanizomon 2 4-6 2
MeTunnpeaHi30JI0H 4-6 2
JlexcameTa3zon? 0.25-0.5 1

Dy IpOKOPTU30H 0.05-0.2 1-2

& Cycnensisn abo enikcup moxcyms 00360AUMU NOJINWUMU MUMPYSAHHSL 003U 0I5 YUX

npenapamie.
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Komenmap pooouoi cpynu: Huni 6 cgimi po3pobieHi o8l mexHo102ii 00CmasKu
2/IIOKOKOPMUKOIOI8:  nepopanvHi  mabaemku 3  080QQa3HUM  BUBLILHEHHAM
2i0pokopmu3zony ma Oe3nepepsHa NIOWKIpHA IHQY3IUHA NOMNO8A mepanis
2I0pOKOpMU30HY 051 Olnbul Pi3i0N02TUHOCO 3AMIWEHHS, A MAKONC CeNeKMUBHI
AHMA2OHICMU peyenmopie KOPMuUKOmMpOniH-pUi3i3He 20PMOHY.

OnTumanbHa 103a 3aMiieHHs QIyIpOKOPTU30HY Y JOPOCIHX (SIK y HEMOBIIAT 1
niTeil) noctatHbo He BHBYeHA. [lorpeba B MK 3MmeHIIyeThCS 3 BIKOM, OCKUIBKU
CUPOBATKOBUH anbaocTepoH Bucokuii, a MPHK Hupkosoro penentopa MK Husbka npu
Hapo KkeHH1 (204), TakoX B OUIBIIOCTI PAIliOHIB BMICT COJIl BUCOKHH. BiIbIIICTH
HETIMepTEH3UBHUX JOpOcinX 3 kiacuuHoto BI'H3 3a3Hat0Th NO3UTUBHOTO eeKTy Bij
TPUBAJIOTO JIIKYBaHHS (ypokopTu3oHoM. Bumora mono 3aminu MK noBunHa 0yTu
NeperjsiHyTa IMiJl yac Nepexoly BiJ NeAlaTpUYHO1 A0 JOPOCIO0i MEJUYHOI JOTTOMOTH.

Komenmap poobouoi 2pynu: 'V e6ponelicbkux ma  amMepukamcbKux
pexomenoayiax MK pexomendyemuvcsa npushauamu 6cim nayieHmam i3 KIACUYHOIO
BI'H3, npome siocymnui uimxi ooxasu moeo, wjo MK xopuchi ons 6cix nayienmis.
Tlayiecnmam 3 nosinbHUM HabOpPoOM 8azu, BUCOKOK AKMUBHICMIO aD0 KOHYEHMPAayicro
PEeHIHY 8 NaasMi ma NOPYWEHHAMU eNeKmpOoNimHOo20 OANaucy (2inoHampiemis ma
einepxaniemis) caio diaenocmysamu cinoempamuy BI'H3 i nikyeamu MK, nasimo
AKWo ix He npusnayanu paniwe. Axwo mepaniio I'K nouunarome 3 eucoxux 003 (100
Me/m2/000y eciopokopmuszony), degiyum MK inooi eunuxaec npu suudicenni 003 I'K
3amicmv niOMpumMyouoi mepanii.

Pexomenoosano 0ooamkoeo 8sooumu Hampito Xa0pud 0 HOBOHAPOOHCEHUX
ma Hemosnam 6 003i 0,1-0,2 e/ke/000y 3-8 pazie nHa 000y. 3amicna mepanis X10puodom
Hampito 3a36u4ali He NOMpIiOHA Nicasl OUMUHCINEA, OCKIIbKU 3 GIKOM NIOBUWYEMbCS
yymaugicms 0o MK. [losioomnsemovcs, wo eucoki oozu MK mne sumacaromo

000amK08020 NPULIOMY HAMPIIO XJIOPUOY.

Ilcepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

YCcyHEeHHSI CUMIITOMIB TINEPAHIPOTEHIl Y MOJOIUX JKIHOK MOXKE MOTpeOyBaTH
nikyBanHs kpiM ['K 1 MK Takoxx anTaronicraMu aHaporeHHUX perenTopiB. OpalbHi
KOHTPAIIENTHBH, IO MICTSITh JPOCHIPEHOH, €(QEKTUBHO 3HWXKYIOTh CHHTE3 SK
HAJHUPKOBUX, TaK 1 SE€YHUKOBUX aHAPOTCHIB, XO04ya II¢ HE BIUIMBA€ Ha pPIiBEHb
koptuzoy (205), aprepiansHoro tucky, APIT a6o piBens kamito B cuposatili (206).
[lepopanbHi KOHTpALEITUBY, OJHAK, HE MOXKYTh 3aMmiHUTH JikyBanHs ['K 1 MK 3a
knacnyHoi BI'H3, xoua geski xinku 3 HKBI'H3 3 xminiuHMME TposiBaMU MOXKYTb
BiJTaBaTH  mepeBary TakoMy JiikyBaHHIO. CHIpOHOJAKTOH €  BIIHOCHO
MPOTUIIOKA3aHUM SIK AHTAroHICT AaHJPOTeHIB Mpu coJieBTpatHi (opmi BI'H3,
OCKUIbKH BiH € aHTaroHicToM Takok MK 1 Moke BUKJIMKATH 3MEHIIIEHHS 00'eMy KPOBI.
JlikyBaHHS T1IpCyTU3MY BUXOAUTH 32 PAMKHU IIMX HACTAHOB 1 OOrOBOPIOETHCA OKPEMO B
iH1i HactanoBl Engokpunnoro Tosapuctsa (207).
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Komenmap pobouoi epynu: /lexcamemason npomunokazauut npu 8a2imHocmi,
OCKINbKU He Memaboi3yemvbcs y niayeHmi ma He npoHuKae 00 niood.

Iocepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

bananc nepesaz i wikoou
3anpononoBanuii BuOip I'K Hajae Ouibliie 3HaUYE€HHS 3MEHIIIEHHIO HETATUBHOTO
BIJIUBY Ha 3pOCTAIOUMX AITEH, HIK HA 3pyYHICTb.

CrtpecoBe 103yBaHHS

4.7. BciM maiieHTaM 3 BpOJDKEHOIO TiNepIuia3i€elo HaAHUPKOBUX 3a103, SKI
NoTpeOYyIOTh Tepamnii TTFIOKOKOPTHUKOIaMHU, Y TaKHX CHUTYyallisiX, K XBOPOOHU 3
rapsuoto (> 38,5° C), racTpoeHTepUT 3 AETiApaTalli€ro, TsHKKa XIpypris, Lo
CYNPOBOJIKYETHCS  3aTalIbHOI0 AHECTE31€I0 Ta CEpHO3HOI TPaBMOIO, MH
PEKOMEHIyEMO 30UTBIITYBATH J103Y TJIFOKOKOPTUKOINIB. (1| PDO)

4.8. TlamienTam 13 BpOKEHOIO TMepIlIa3ie€r0 HATHUPKOBUX 3aJ103 ITiJ] Yac IO ICHHUX
PO3yMOBHX Ta €MOIIHHUX CTPECIB Ta HETSDKKUX 3aXBOPIOBaHb Ta/abo0 Imepen
3BUYaHUMH (DI3UYHUMH BIPaBaMU MU HE PEKOMEHIYEMO 301IbIIYBATH 103U
TTFOKOKOPTUKOIIB. (1| POO0)

4.9. [lamieHnTam i3 BPOKEHOIO TiNepIuia3i€ro HaAHUPKOBUX 3aJ103, K1 TOTPEOYIOTh
JTIKyBaHHSA, MU PEKOMEHIYEMO 3aBXIU MaTH 13 c000r0 a00 HOCUTHU MEIAHYHY
imenTudikailito, sSka BKa3ye Ha HasABHICTh HAJHUPKOBOI HEIOCTATHOCTI.
(Lo d0)

4.10. Mu peKkoOMEHAYEMO TMPOBOAUTH HABYAHHS TAIlIEHTIB 13 BPOIHKEHOIO
rinepruia3iero HaJHUPKOBHUX 3aJ103 Ta iX OMKYHIB Ta TICHO KOHTAKTyBaTH 3a IS
npoIaKTUKA  HAJHUPKOBOI  HEMOCTATHOCTI 1  30UIBIIEHHA  JO3U
TIFOKOKOPTUKOIAIB (ajle He MIHEPAJIOKOPTUKOIMIB) MpPH IHTEPKYPEHTHUX
3aXBOpPIOBaHHAX. (1| DPHO)

4.11. Mu peKOMEHIyEMO OCHACTHUTH KOXKHOT'O TAIll€HTa 3 BPOKCHOIO TiNepIuia3iro
HAJHUPKOBUX  3aJl03  KOMIUIEKTOM 13  TIpemapaToM  1H €KI[IHHOTO
TJIIOKOKOPTUKOINY  JJIS  HEBIIKJIATHOTO  3aCTOCYBaHHS Ta  HABYHUTH
NapeHTepaTbHOMY CaMOCTIHHOMY MOTO BBEACHHIO (MOJIOAMX Ta TMAIli€HTIB
CTapmioro BIKy) a0o TmpaBujaM 3acTocyBaHHS (0OaThkiB abo0 OIIKYHIB)
TIFOKOKOPTHUKOIMIB JIJIs1 HeBIIKIaaHOT ortoMoru. (1P eo)

Hokazu

VY mamientiB 3 TsokkuMu dopmamu aedinuty 21-OH BiACYTHS MOXIIHUBICTH
BUPOOJSATH JOCTATHIO KUTBKICTh KOPTH30JYy Y BIAMOBiAL HA CTPEC, HANPHKIAI,
XBOpPOOY 3 TMXOMAHKOI0, TACTPOCHTEPUT 3 JIETiIpaTaIli€to, Xipypriuay omnepariito abo
TpaBMy, a TOMY XBOpi moTpeOy4toTh 30unbmeHHs no3u ['K mig wac takux emizomis
(Tabin. 4). Ha BigMiHy BiJ MIATPUMYIOYOTO JIKYBaHHS 3 NPUMOMOM IpenaparTiB Tpuui
Ha JIeHb, MU MPOMOHYEMO CTPECOBE 103yBaHHA KOXKH1 6 roauH (208). Y nociiikeHHs X
13 3aJy4eHHSIM [ITed 13 HEypaKECHUMH HAJHUPKOBUMU 3aJI03aMH, Kl MEpPEHECIU
aHeCTe31l0 1 HE3HAYHy XIPYpriuyHy omepaililo, KOPTU30J B CHPOBATII KpPOBI HE
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nepeBuiiyBaB 10 mxr/mn (276 umonw/n) (209). Omxe, morpedba B CTPECOBOMY
N03yBaHHI M1l 4aC HE3HAYHUX MPOLEAYp NOBUHHA OLIIHIOBATUCS 1HAMBIAYaJIBHO.

Ta6auns 4. [Ipononosani ctpecosi 1034 ['K B JliKyBaHH1 aipeHaIoBOi KpU3U
Bik namienra IlouaTkoBa NapeHTEePaJIbLHA 1032 TAPOKOPTHU3OHY
HoBonapomxkeni 1 nitu | 25 Mr
JOLIKUIBHOTO BIKY
JUITH IIKUIBHOTO BIKY 50 mr
Hopoci 100 mr

Hanani BHYTpIIIHROBEHHUM TIAPOKOPTHU30H MOXKE BBOJUTUCH B J1031, SKa

CKJIaJia€ %4 MOYATKOBO1 MapeHTEPaTbHO1 103U TJPOKOPTU3OHY (BUIIE), JaHOT KOXKHI 6

ro/I.

VY nocnipkeHHi, o 0a3yBanoch Ha ONUTYBaHHS 122 nopociux 3 KIACHYHOIO
BI'H3, naiibinp MmOmMMpEHUMH MPUYMHAMU PO3BUTKY HAJHMPKOBOI KpHU3W Oyiu
pecmipaTopHi Ta NIIIyHKOBO-KHMINKOBI iHGekmii (210). YV  nonynsmiiiHomMy
npocreKTUBHOMY AociimpkeHHl 102 6aBapchkux niter 3 kinacuyHoro BI'H3, 27,5% 3
HUX 3a3HaBAJIM HATHUPKOBOI KpU3M a0O0 TIMOTIIIKEMIii, TOJJOBHUM YHHOM IPOTITOM
nepuux 4-X pokiB *KUTTS, B MEPUIy Yepry Ti, y Koro Oyna cojeBrpaTHa ¢popma BI'H3
(211). ¥ Jlomatky A HaBeJeHO MOCWIAHHS Ha HaBYajbHE B1JIEO ISl €KCTPEHOTO
BHYTPIIIHBO M’ SI30BOTO BBEJICHHS T1JIPOKOPTU3OHY.

Konu BBOmATBCS cTpecoBi no3u TiapokopTtu3ony, MK He moTpiOHI, OCKUIBKH
riipokoptu3oH Moxke akTuByBathm MK penenrropu (212). ITlamieHTH MoOBHHHI
MOBEPHYTHUCH J0 MIATPUMYIOUUX 03 TIIPOKOPTU3OHY ITICIs cTaduIi3aIlii i yHUKHYTH
rOJIOYBaHHA M1/l Yac TOCTPUX 3aXBOPIOBAaHb. Y 3B’SI3KY 3 PU3UKOM TIMOTIIKEMIi Ta
nucOanaHCy CJEKTPOJITIB, OaThKiB CJiJ HABYaTH JlaBaTH MAaJEHbKUM JITAM
NEpOpaIbHY TJIOKO3y Ta JOAaBaTH €NeKTpoMiTH. HeMOXIMBICTH IMepopasbHOTO
BBEJICHHS PO34YMHIB 200 MEIMKAMEHTIB BUMarae HeraiHoi MEIW4YHO1 JOTMOMOTH 1
napeHTepanbHoro BBeAcHHA ['K Ta 130TOHIYHMX pO3YMHIB Ui 3amoOiraHHS
HaIHUPKOBO1 Kpu3u. IlapeHtepanbHe BBeneHHA ['K He 3aBkau MOPOBOIUTHCA
MIePCOHATIOM €KCTPEHO1 CIIY)KOU; MH PEKOMEHIYEMO, 1100 MaIlieHTH OyJH 3a0e3MmedeHi
¢dakoHaMU TIIPOKOPTU3OHY I 1H'€KIiM 1 Oynau HaBYEeHI BBOJAWTH Mpernapat
BHYTPIIMIHBO M’5130B0. PyTHHHI (13M4HI BIIpaBHU 1 MCUXOJIOTTYHHUMA CTpec (HApHUKIa,
TPHUBOTaA 1 aKaIeMIYH1 ICHUTH) HE BUMararoTh 30utbienns qo3yBanss ['K (213). Hemae
KOJIHUX JIOKa3iB, MO MiATBEPKYIOTh BUKOpUCTaHHS qonatkoBux ['K mns tpuBammx

TPEHYBAHb.

Komenmap pooouoi epynu: Oonax y 0eskux nogi0OMIEHHAX 3A3HAYAEMbCA, WO
npu BANCKUX (DIZUYHUX HABAHMAICEHHSX, MAKUX K Mapagon abo mpiamioH, 003y
2/IIOKOKOPMUKOIOI8 Ci0 30inbuLysamu.

Iocepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency

(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

Hopocni 3 wiacuunoro BI'H3 mnoBuUHHI OPOJIOBXKYBATH  MPOBOJAUTH
iaeHTu(dikamito MeaudyHoro mnomepekeHHs Ta iH'ekmiiHi 'K mpu  excTpeHux
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BUIAJKaX, OCKUIbKM 20% HagHMpPKOBHX Kpu3 y xBopux 3 BI'H3 BuHuKaIOTH Yy
J0pOCIIOMY BIlll, HaiyacTille MpU MIUTYHKOBO-KHUIIKOBUX 3axBOproBaHHAX (210).
Peectp 588 oci6 3 BI'H3 nokazas koedimienTt pusuky st emepri 2,3 (CI, 1,2-3,3), mo
JOpIBHIOE  6,5-pIYHOMY CEpPEAHbOMY CKOPOUYEHHIO TpHUBajocTi KUTTa (214),
MOB'I3aHOMY 3 HaIHUPKOBUMHM Kpu3zamu. OKpeMi JeTalbHl peKOMEHallil JOCTYIHI B
MONepeIHIX HAacTaHOBaX EHIOKPMHHOTO TOBapHCTBA 100 MEPBUHHOI HAITHUPKOBOI
HemocTaTHOCTI (215).

MoHiTopuHTI Tepamii

4.12. Tlamientam BikOoM 110 18 MICSIIB 13 BPOJIKEHOK TiMEpIUia3i€l0 HAJHUPKOBUX
3aJ103 MU PEKOMEHTyEMO MPOBOJIUTH CYBOPHI MOHITOPUHT IMPOTITOM TEPIIUX 3
MICAIIIB KUTTA 1 Hajam KoxHi 3 micsmi. [Ticast 18 micAIiB Mu peKOMEHIYEMO
IIPOBOJIUTH KOHTPOJIb KOXKHI 4 Mics1i. (1| O00)

4.13. TlegiaTpyyHUM MAaIllEHTaM 13 BPOXKEHOIO TiNepIuia3i€l0 HaAHUPKOBUX 37103
JUIST  BU3HAYCHHS  AJCKBATHOCTI  JIIKYBaHHSA  IIFOKOKOPTHKOITaMH  Ta
MIHEPATIOKOPTUKOIIAMU MM PEKOMEHIYEMO KpiM OI10XIMIYHUX BHUMIPIOBaHb
NPOBOJAUTH  PETYJISIPHEC OIIHIOBAaHHS IIBUAKOCTI POCTYy, Macu Tija,
apTepiajgbHOr0 THCKY, a TAKOXK (13UKaTBbHUX 00CTeXEHb. (1| @00)

4.14. Tlemiatpuunum naimieHtaMm i3 BI'H3 y Bimi micist 2 pokiB MU PEKOMEHIYEMO
IIOPIYHO TPOBOJIUTH OILIHKY KICTKOBOTO BIKY /IO JOCSTHEHHS 3pOCTY OJIM3BKO
1o nopocioro. (HexknacudikoBaHe mojiokeHHs HAJIEKHOT MPAKTUKH )

4.15. JlopociuM 13 BpOJ/KEHOIO TINEPIUIa3i€l0 HAJAHUPKOBUX 3aJI03 MJIsI OIIHKH
aJIeKBaTHOCT1 3aMICHOT Teparrii IIIFOKOKOPTHUKOIIaMH 1 MIHEPAJIOKOPTUKOIAaMU
MU PEKOMEHAYEMO KpiM TpOBeJeHHsS O10XIMIYHMX BUMIPIOBAHb MPOBOIUTHU
mopiuHi ¢Gi3UKaIbHI OTJISIAM, SKI BKJIIOYAIOTH OI[IHKH apTepiaJbHOr0 THUCKY,
1HIEKCY MacH TiJIa Ta BU3HAYCHHS HASBHOCTI KYIIMHTOTTHUX 03HaK (1| O0O0)

4.16. JlopocinM i3 BpOKEHOIO TNepIUIa3i€lo HAJHUPKOBUX 3a7103 MU PEKOMEHTYEMO
IIPOBOJIUTH MOHITOPUHT JIIKYBAaHHS IIJISXOM TIOCHIJIOBHUX CHHXPOHI30BaHHX
BUMIPIOBaHb TOPMOHIB y MOPIBHIHHI 31 CXEMOIO MPUHOMY JIIKIB Ta Yacy J00H.
(1l&®D00)

4.17. Mu pekoMeHIIyeMO, 100 KIIHIIUCTA HE MOBHICTIO MPHUTHIYYBAIU €HIOTCHHY
CEKpEeIlil0 HATHUPKOBUX CTEPOITIB JOPOCIUM 13 BPOKEHOIO TiMepIuIa3i€io
HAJHUPKOBUX 3aJI03 ISl 3aM00IraHHs HECTIPUSTIMBOTO BIUTMBY Ha JIIKYBAaHHS.

(1 ®O)

Komenmap pooouoi 2pynu: J[na mounimopuHnzy JiKY8aHHS  3A3HAYEHI
E€HOOKPUHONI02IYUHT 0OCMEIHCeHHS PEeKOMEHO0B8AHO NPOBOOUMU BPAHYI nepeo 88e0eHHAM
2NIIOKOKOPMUKOIOI8.

Hocepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency

(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

Hoka3zu

[IpoBoauTu perymtoBanHsi mnpenapatiB mis BI'H3 cknagHo. Y HeMmoBisT
3aBJaHHS MOJSTa€ B TOMY, 100 3HANTH BIANOBIIHY 103y (IYyAPOKOPTU30HY, HE
BUKJIMKAIOYU TINEPTEH31i, OCKUIbKK 4yTHuBiCTh 10 MK npupoaHo 30UIbLIYETHCA
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MPOTATOM TMEPIIOr0 POKY JKUTTA. Y TMPOCIEKTUBHOMY AOCHiXkeHHI 33 oci0 3
kinacuyHoro BI'H3, gky 1iarHOCTOBAaHO 3aBASIKM HEOHATAJIbHOMY CKPUHIHTY, OUIbILE
HIXK MOJOBHHA MAIL€HTIB 3a3Hajy rinepTeHs3ii B nepmi 18 micsauiB xuttd (216). Y
MONYJISIIAHOMY AOCIIKEHH1 aiTeit (n = 716; BikoBui AianazoH Big 3 10 18 pokiB)
no3a GIyIpoKOpTH30HY Oylia MOoB's3aHa 3 apTepialbHUM THUCKOM, a JITH 3 PETYJISPHO
BuMiptoBaHuM APII Manu HWKUM KpOB'SHUM THUCK, HIXK Ti, 110 HE MaJM BU3HAYAJIU
APII).

Komenmap pooéouoi cpynu: Ilokasnuxu mepanii MK  exaouaroms
apmepianbHull MUCK, PieHi elekmpoiimie ma peHiny 6 cuposamuyi. OCKilbKU HAOIUWOK
MK niosuwyye AT Hasimb y Oumuncmesi, pDeKOMeHOYEMbCA pecysipHe U020
sumiprosanus. PeHnin nnazmu He 3a8xcOU € HAOIUHUM [HOUKAMOPOM CHAHY
HOBOHAPOOJICeHUx ma dimeti 2pyOH020 BIKY, OCKIIbKU GiH NOKA3YE Pi3i0N02TYHO 8UCOK)
aKmusHicmv 4u KoHyenmpayito peniny. Huzvkuii pieensv peniny 6 niazmi nepedbauac
nHaoauwox MK abo nampino xnopudy. [lokasuuxu peniny 6 niasmi He NOBUHHI OymMu
npucHivewni, ane Oymu OIUBLKUMU 00 BEPXHbOI Medici HOpMU abO0 HEe3HAYHO
nioguwerumu. Yymausicmos 0o MK mooice bymu eapiamuenoio y pisHuUx nayicHmis, a
maxkoc 3 8ikom. Tomy Hagime niciisi pannb020 OUMUHCMEA He0OXIOHI NOBMOPHI OYIHKU

oozysanus MK.

Hoxcepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

XapakTepHi 0COOJMBOCTI aHAMHE3Y XBOPOOU BKIIIOUAIOTh BiK, KOJIHU 3’ IBJIIETHCS
JI0OKOBE BOJIOCCS, HECTIOAIBaHE 30UTBIIIEHHS PO3MipiB (ajioCy UM JOBXKUHU T1J1a, TOSIBa
JIOPOCJIOTO 3araxy IMOTY 1 CHMIITOMH IOTATY J0 COJi a00 HaAHUPKOBY Kpu3zy. [lpwu
00CTEeKEHH1 CJIiJI BUSIBUTH MOXJIMBI NPHUCKOPEHY IIBHJAKICTh 3POCTAHHS, O3HAKH
BiprIIi3allii ¥ mporpecyBaHHsI KICTKOBOT'O J03piBaHHS, IO BiIOYBAIOTHCS BHACIHIIOK
TPUBAJIOTO HEJOCTATHHOTO JIIKyBaHHS. HaBmaku, 3HM)KEHHS IIBHAKOCTI 3POCTaHHSA,
IpPUCKOpPEHEe 30UIBIIIEHHS Macu Tila 1 BHUCOKHH KPOB'SHUM THUCK BIIOYBaIOThCS
BHACIIIJIOK TPUBAJIOT0 HAaJIMIPHOTO JIiKyBaHHs. JlabopaTopHi JaHi TOBUHHI BKa3yBaTH
Ha HEOOXITHICTh KOPUTYBaHHS MO3W N0 TOrO, SIK BIIOYAYTbCA 3MIHH Y POCTI,
KICTKOBOMY BIIll Ta (i3MuHUX O3HaKaX. KIiCTKOBHI BIK € 3ai3HUIAM IMOKa3HUKOM
MOTIEPETHHOTO HEAJCKBATHOTO MPHUTHIYEHHS HATHUPKOBUX 34103 1 TOMY WOTO CIiJ
3aCTOCOBYBATH PO3CYUIMBO. PEHTreHIBChbKE MOCHTIIKEHHS KICTKOBOTO BIKYy HE €
KOPUCHUMHU 10 2-pIYHOTO BiKy; CJiJl YHUKAaTH HaJIMIPHOTO ONMpPOMiHEHHs. SIKIIO
KICTKOBUH BiK HAOJIMKAETHCS 10 TyOepTaTHOTO PIBHS B HEBIATIOBITHO PAaHHBOMY BIIIi,
OOTpyHTOBaHE  TECTyBaHHA Ha  BTOpUMHHUN  ueHTpanbHUN/[ HPI -3anexxunii
MepeIYacHUM CTaTEBUM PO3BUTOK.

Komenmap poobouoi cpynu: Y nayieumie eikom 6i0 2 poKis, y AKUX
CnocmepicacmuvCst AaHOMAIbHEe NPUCKOPEHHS 3POCMAHHS ab0 Cmameso2o 003Pi6aHHs,
Ci0 NPOBOOUMU BUSHAYEHHS KICIKOB020 BIK) 08i4i HA DIK.

Iocepeno Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency

(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175
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CupoBatkoBi 17-OHP 1 aHApOCTEeHAIOH € TpaguLiiHUMU TOKa3HUKAMHU
agexBatHocTl ['K nmpu BI'H3. 30BciM HepaBHO Oyj0 BCTAaHOBIJIEHO, 110 METAa0OIITH,
Takl K 21-ne30kcukoptr3oi 1 11-okcucrepoinu, MoXyTh 3a0€3Ne4nTr OUTbLI MpsiMe
CBITUECHHS YTBOPEHHS MMPEKYPCOPIB aHAPOTreHIB HaAHUPKOBUX 3a103 npu BI'H3 (218,
219). Crepoinu MOKyTh OyTH BUMIPsiHI B KpoBi, ciuHi (220), ceul (86), abo y mpobax
KpOBI BHCYLIEHUX Ha (uibTpyBasbHOMYy mamnepi (221, 222). PXTMC e 3omotum
CTaHAAapTOM ISl BUMIPIOBaHHS KpoBi Ta ciivHU, ToAl ik [ XTMC € pekoMeH10BaHUM
METOJIOM JIJIsl BUMIPIOBaHHS TOPMOHIB y ceul. [lupkanuuii put™m 1 yac npuitomy 'K
BIUIMBAIOTh HA TMOKa3HUKU cTepoidiB (223). TakuM YHMHOM, PEKOMEHAYETHCS
IPOBOAUTH MOHITOPHMHI JIIKYBaHHS IIJISIXOM IOCHIJIOBHOTO 332 4acOM BHUMIPIOBAHHS
ropmoHiB. IloBHa cympecis piBas 17-OHP B cupoBartii He € METO JIIKYBaHHS, a
BKa3ye Ha HaJMIpHE JiKyBaHHs. PiBHI aHIPOCTEH/IIOHY CJIiJl OLIHIOBATH 32 HOPMaMH,
BIAMOBIAHUMHU 117151 cTati 1 Biky. BumiproBanus AKTI" e kopuche y nauientis 3 BI'H3.
[Namientn 3 BI'H3 3 npuiiHATHUM JIKyBaHHSAM, SK IpaBuiio, MatoTh piBHi 17-OHP 1
aHAPOCTEHAIOHY Ha BEPXHIM MeX1 HOPMH 10 MOMIPHO MiJBUILEHI IPU MOCTIHHOMY
BuMiptoBaHH1. KITIHIIUCTH TOBMHHI KOPUTYBaTH JI03M B KOHTEKCTI 3arajbHOl
KJIIHIYHOI KapTUHHM, a HE TUIBKM Ha OCHOB1 OjHI€T jabopaTopHOi OIIHKU. Mu He
HaJa€EMO cCreuu(iuHUX IUIBOBUX pPIBHIB HAJAHUPKOBUX CTEPOiAiB, OCKLIbKU
nabopatopHi pedepeHTHI Jiara30Hu BapiaTUBHI, PI3HUNA yac 3a00py 3pa3KiB KpoBi, 1
HEOOXI1THO BpaXOBYBaTH BCIO KIITHIYHY KapTHUHY.

Komenmapi pobouoi cpynu:

1) Linvosuii dianazon pienie 17-OHP y cuposamyi 00 pankoeoi 003u cmanosums 4—
12 He/mn ax y oumuncmei, max i y oopociomy 8iyi ma <5,9 He/M1 Y niOaimKo8omy
8iYl.

2) Ilpoginb naonupkosux cmepoiois y ceui € KOPUCHUM OLOXIMIYHUM [HOUKATNOPOM
niKy8auHs. 30Kpema, 0Nl  MOHImMOpuHZy mepanii  0Oy10  3anponoHO8aHO
sumiptosanus 6 ceui npecnanimpiony (PT) - memabonimy 17-OHP. Bumipiosanus
s3nauenv PT y nepwiil panxositl ceui 6invw npaxmuune i kopuche, ockinoku PT
nepuio2o pauky nos'szano 3 17-OHP 0o nputiomy pankosoi 0ozu I'K.

3) Mema mepanii 21-OHD amioxoxopmuxoioamu — nom skuienHss HAOAUWKY
aHopozcenis, yHuxawoyu smpozenno2o Haoauwiky I'K. O3naxku neadexsamuoi
mepanii 'K maki:

Arwo 0o3a I'K Hedocmammus
- Ilposieu oeghiyumy kopmuszony
o Haonupkosuti kpu3
o Cumnmomu  XpoHiuHO20  Oeiyumy  KOpmu3ony  (8MOMIOBAHICIb,
crabkicms, Hyooma, empama anemumy, 3anaMOPOYEHHS, 2INOMeH3Iis,
empama 6azu...)
o [linepniemenmayis wxipu (6mopunua énaciiook Haoauuxy AKTI)
- Ilpossu HaOUWKY HAOHUPKOBUX AHOPOEHIB
o Tipcymusm,
o Axnue
o Hepezynapuuti mencmpyanbHut Yyuki
o Amuopocenna anoneyis (y nionimxie i 00poOCIuUx HCiHOK)




47

3pocmanns TART
lIpuckopenns pocmy (v dimeii - 00 3aKpumms 30H pocmy)
Panne aopenapxe/nybapxe
llepeouacnuii i paunii cmameasuii po3sumox (y oimeti)
Knimopomeeanis (v oimeit)
36inbuenus cexpeyii canvHux 3an03 (y oimeii)
o Hopocnuii 3anax nomy (y dimeii)
Hrwo 0oza I'K naomipna
- Ilpossu naomipHo20o 3aMileHHs KOPMU3OTY:
o Kywuneoioni oznaxu
3ibinvuwenns eacu
Llenmpanvue oorcupinns
Memaboniunuii cunopom
Oeonopos
besconns
Iliosuwenuii anemum

o Vnosinvuenns memnie pocmy (y dimeti)
Jocepeno: Prete A, Auchus RJ, Ross RJ. Clinical advances in the pharmacotherapy of congenital
adrenal hyperplasia. Eur J Endocrinol. 2021 Nov 30;186(1):R1-R14. doi: 10.1530/EJE-21-0794.
PMID: 34735372; PMCID: PMC8679847
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[TommpenHicTh MyxXJIMH S€YOK 3 ajapeHanoBoi TKaHWHU (testicular adrenal rest
tumors (TART) konuBaeThcs, 30inbyrounch micis 10 pokis (203, 224). CkpuHiHT 3a
JIOTIOMOTOI0  YIIBTPA3BYKOBUX  JOCHIKEHb SI€YOK T[MOBMHEH TIOYMHATUCA B
niTiTkoBoMy Birll. Hemae manux, siki O CBIAYMIM MPO Te, K YacTO 1€ Mae OyTH
3po0JIeHO, ajle, Ha TYMKY €KCIIepTiB, KOXHI 1-2 pOKH y O€3CMMITOMHUX YOJIOBIKIB,
a00 dYacTilie y MamieHTiB 3 CUMITOMH XBopoOu. Onrumizaiis jikyBanHs 'K moxke
oomexxutn BuHUKHeHHS TART Ha panHil cTamii 1 3amo0irTd Imporpecyrdomy ix
POCTY, IO MPHU3BOIUTH 10 O3 (AUB. TAKOXK PO3LT PO (PEPTUITBHICTS).

[Tpunuunu Mouitopunry sgikyBanHs ['K y mopocnux xBopux 3 BI'H3 nmemro
BIIPIBHSIOTBCA BiJl THX, IO PEKOMEHAOBaHI y JiTeH, 3 IEPEHOCOM yBaru Ha
PENPOAYKTUBHY (DYHKITIIO 1 XPOHIYHI YCKIaAHEHHS OLUIbIle, HDK Ha JO3piBaHHSA
ckeneta. He BcTaHOBNIEHO Hi ONTUMAaIbHUX OlOMapKepiB, aHi MUTbOBUX MOKAa3HUKIB, 1
KIIIHIIKUCTYA TOBUHHI KopuryBatu 03U ['K mepin 3a Bce 3 BUKOPUCTAHHSAM KITTHIYHUX
MOKa3HMKIB. [[JIs1 )KIHOK aHIPOCTEHIIOH 1 TECTOCTEPOH € XOPOIIUMHU TMapaMmeTpaMu
KOHTPOJIO 3axBoproBaHHs (202), Ta ciij po3risgaTd TOJAATKOBI TECTU B KOHTEKCTI
MOPYIICHh MEHCTPYaJTbHOTO IHKIY 1 O3HAK HAJIMINKY aHAporeHiB. J[is kKiHOK i3
3aTpUMKOIO 3a4atTs JikyBaHHs ['K moBuHHO OyTH cipsiMOBaHE Ha JTOCSATHEHHS PiBHS
nporectepony y domikymsapHid ¢azi <0,6 Hr/mia (2 HMOJB/T), 3 OUTBII >KOPCTKUM
KOHTPOJIEM, HIK JIJIS )KIHOK, SIKi HE HaMararThCsl BariTHITH, YaCTO BUMAarar4d JI03H
MpenHi3oNony nepea cHoM (225). o3y ¢uyapokopTuszony Ta / abo momaBaHHS COJi
CJiI TUTPYBaTH MO aprepiaabHOMy TUCKYy, APII BinmoBiAHO A0 BIKy Ta MOKa3HUKIB
KaJIito B CUpOBATIIi. /{7151 40JI0BIKIB MPUTHIYEH1 TOHAJOTPOIIIHU € BIPOT1IHOIO 03HAKOIO
HEIUTITHOCTI, a miaBuieHn piBeHb @CI' CBIIUUTH MPO TMOMIKOMKEHHS SEYOK Y
40J10BiKiB 3 TART (226). YHonosiku 3 BenukuMu TART MOXyTh TaKOkK MaTH HU3BKUIA
PaHKOBUHM pIBEHb TECTOCTEPOHY, IO BKazye Ha morany ¢yHkuio kiitud Jledmira
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(227). BigHotieHHsT aHAPOCTEHIIOHY J0 TECTOCTEPOHY Y YOJOBIKIB 3 €yTrOHAIU3MOM
cTaHoBUTh <0,5; MOKa3HUK >2 CBIAYUTH Npo noranuii koHTpoias BI'H3 31 3HauHOIO
dpakiliero TeCTOCTepOHY HaaHUPKOBOro mnoxojkeHHs (228). Hassuicte TART He
KOPEJIOE CTPOro 31 CTYMEHEM KOHTPOJIto (229). Tabnuus S5 UIIOCTpy€e BUKOPUCTAHHS
PI3HHUX MOKa3HUKIB MpH JIKyBaHHI Jopociaux 3 kiacuuHoro BI'H3. Tluranus TART
00rOBOPIOETHCSA HUXKYE (JIMB. PO3AUT 6 IPO TpUBAJIE JIKYBaHHS).

Ta6auns S. KopucHicTh pi3HUX MOKa3HUKIB 1Jis MOHITOpUHTY BI'H3

IHauienTn | ITokazHuk disioJioris Ilisi Ta kKoMeHTapI
: Bin HU3BKOTO 10 HOPMAIBLHOTO
Penin mazmu Craryc 00’emy ro 1O HOD ’
SKII0 O€3 TinepTeH3ii
Kamiit 3amicui MK Mera - HOpMma
Hatpiit 3amicui 'K 1 MK Mera - Hopma
: Mera - HOpMa abo OJU3BKO
TecTocTepon 3aranapHi aHAPOTCHH
HOPMH
o [TepeBaxHo
Bci BikoBi : P Merta - HOpma abo OJM3BKO
AHIPOCTEHIOH | HAIHUPKOBOTO
IpyIn HOPMH
TIOXOJ/PKCHHS
['no6ynu 10 7. PO3paxyHKy BIIBHOTO 1
, Y, . | TecTtocTepon- H PO3PAXyHIy
3B’s13ye  cTateBl| .~ 010J10T14HO aKTUBHOTO
3B’s13yBaJIbHUM OUTOK
TOPMOHH TECTOCTEPOHY
Hopmansuuit MTOKa3HUK
17-OHP BapiatuBHicTh CBITYUTH po HaaMipHE
JIKYBaHHS
[aTepriperyBaTH aHOMAJIbHI
HannupkoBoro a6o prpety L.
3HAUYEHHA B KOHTEKCTI DiBHIB
TectocTepon TOHAJIHOTO .. :
TOHAJIOTPOTIIHIB 1
MOXO/I>KEHHS :
aHJAPOCTEHII0HY
: ) - Huspki cBiguaTh mpo IoraHui
Yonosiku | ['oHagoTpomninu Crad roHagHo1 ocl
KOHTPOJIb
[lepeBaxHo
AHAPOCTEHIIOH | HATHUPKOBOTO Merta <0.5% TectocTepoH
MOXO/KCHHS
Amnani3 ciepmu DepTUIBHICTD Mera - HOpMa
Komn minBumnienwnii
[Iporectepon 'y > | Meta <0.6 ur/mn (<2 HMOIB/T)
: : . TO ePEeBaKHO : )
Kinku domikynspHii JUTSL KIHOK, SIKI HaMararoThCs
. HAJHUPKOBOTO o
dasi 3aBariTHITU
MTOXO/KCHHS

5. JIKYBAHHSI HEKJIACHUYHOI BPO/JKEHOI TINEPILJIA3IL
HAJTHUPKOBUX 3AJIO3

5.1.

JITAM Ta MiUTITKaM 13 HeKJIACUYHOK BPOIKEHOIO TINMePIuIa3i€r0 HaTHUPKOBUX

3aJ103 13 HEBIANMOBIAHO PaHHIM TOYATKOM Ta IIBUJKUM MPOTrPECyBaHHSIM
nybapxe abo KICTKOBOTO BIKy Ta Yy MIIJITKIB, SKI MarOTh SIBHI O3HAKH
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BIpWIIi3allli, MU TPOMNOHYEMO MPU3HAYATH TEPAMil0 TIIFOKOKOPTHKOITAMM.

(2| 00)

Texniune 3aysaxrcenns: pu3uKy Ta NepeBaru Teparii IIIOKOKOPTUKOIaMU CI11]
PO3MJISTHYTH Ta OOTOBOPUTH 3 CIM'€I0 MAlli€HTA.

5.2. be3cuMNTOMHUM  HEBariTHUM oco0aM 3  HEKJIAaCHYHOK  BPOJKEHOIO
rinepruia3i€l0  HaJHUPKOBUX 303 MM HE PEKOMEHIYEMO  Tepariio
TIIIOKOKOpTUKOinamMu. (1| PoO)

5.3.  XBOpHM 13 HEKJIACUYHOIO BPOJIXKEHOIO T1NEPIIa3iel0 HAAHUPKOBUX 31103, SKI B
MUHYJIOMY OTPHUMYBAJIH JIKYBaHHS MU MPOIIOHYEMO CTPOOYBATH MPHUIIMHUTH
TEparnito, KOJW BOHH JOCITHYTH 3pOCTY JOPOCHOi JIOAMHU a00 YCYHYTI 1HIII
cuMnToMu. (2|PpPoO)

5.4. JlopocauM >KiHKam 13 HEKJIACMYHOIO BPOJKEHOIO TilepIruia3ielo HaJHUPKOBHUX
3aJ103, SIKI MalOTh HEMPUUHATHY JUIsl HUX TilepaHAporeHito abo Oe3riians, Mu
IPOIMOHYEMO JIIKYBaHHS IIIOKOKOPTHKOIAaMU. (2| O0)

5.5,  Jlns 6UTBIIOCTI TOPOCIMX YOJIOBIKIB 13 HEKJIACUYHOIO BPOJIKEHOIO T1IEPILIa3i€ro
Ha/THUPKOBUX 3aJ103, MH TIPOTIOHYEMO JIiKapsiM TOJIOBHUM YMHOM HE TIPU3HAYATH
I0JICHHY TJIFOKOKOPTUKOIAHY Teparrito. (2/O000)

Texniune 3ayeasrcennsa: BUKIIOUCHHS CTAHOBIATH Oe3rumiaas, testicular adrenal
rest tumors! a6o MyxJIMHM HaJHUPKOBHUX 3aJI03, a TAKOXK (DEHOTHIIH, IPOMIKHI MIXK
KJIACUYHHUM Ta HEKJIIACUYHUM (DEHOTUTIAMHU.

5.6. TlamienTaM i3 HEKJIACHYHOIO BPOHKEHOIO T1NepIUIa3i€r0 HAJHUPKOBUX 3aJ103 11T
Yyac BEJIMKHUX Olepalliid, TpaBM YU IOJOTIB MU MPOIOHYEMO 3aCTOCOBYBATH
CTpeCOBe J103YBaHHS T'1IPOKOPTU30HY JIUIIE B TOMY BUIIAJIKY, AKIIO MAIIEHT MA€
cyoontumanbhiy (<14-18 mkr/mi, <400-500 HMOJIB/IT) BIAIOBIIHF KOPTU30JIY HA
KOCUHTPOITIH a00 SITPOT€HHE NMPUTHIYEHHS] HATHUPKOBUX 3aJ103. (2/O0O0)
Texniune 3ayeasricenna: lana3oH JaHO JJIS TPAHUYHHX MEXK KOPTHU3OILY,

BPaxOBYIOUH OUTBINY crieliu()iKy HOBUX aHai31B KOPTU30Y (IUB. HUXKYE).

ExcrieptHa nymka mpumyckae, mo uisi ocid 3 6escumnromuoro HKBI'H3
Tepanis He Bumpapmada (230, 231). Komiter 3 HamucaHHsS HAacTaHOBH IPOIOHYE,
JKyBaTU AITeH 3 HEHAJE)KHO PAHHIM BUHUKHEHHSM OBOJIOCIHHS Tijla 1 CTATEBUM
3araxoM, TUTBbKH KOJIH KICTKOBE JO3pIBaHHS JOCTaTHHO IMPUCKOPEHE, MO0 HETaTUBHO
BIUTMHYTH Ha MalOyTHIN 3picT. 3a HAJBHOCTI TmepemyacHoro myOeprary Oe3
BHIIEPEKCHHS KICTKOBOT'O BiKY KIIHIIIUCTH MOXKYTh BIIMOBHTHCS Bij JIKYBaHHS ITiJI
pPETENIBHUM KOHTpOJIeM. Y MiJUIITKIB 3 HEPETYISIPHUMH MEHCTPYaIlisIMU Ta aKHE
CUMIITOMH 3a3BHYail TOJIMIIYIOTECA TpoTsAroM 3 micsimiB mikyBanas ['K, Tomi sk
pemicis ripcytu3my Oinbin ckiagHa Ha MoHoteparii ['K. Sk 1 3a iHIIUX aHAPOTCHANX
pO3MaiiB, OpaybHI KOHTPAIECNITUBH 3 aHTHAHApPOTeHaMH abo 0e3 HUX €, WUMOBIPHO,
HaWKpaIiuM MiIX0I0M JJIs JiKyBaHHSA ripcyTtusmy B xiHok 3 HKBI'H3 (171, 207, 232,
233). [Ins narieHTiB, SKi OTPUMYBAJIX JIKYBaHHS B TUTUHCTBI 200 MiNTITKOBOMY BiIIi,
MOX€e OyTH JOIUTbHUM PO3TIISIHYTH MOKJIMBICTh 3MEHIICHHS 1 IPUITUHEHHS JIIKYBaHHS
I'K micas mocarHeHHs 3pOCTy, OJM3bKO 10 JOPOCIIOrO.

. Testicular adrenal rest tumours (TARTS) - ue mo6posikicai AKTT-3aexHi MyXJIMHH, SIKi BUHAKAIOTh Y

YOJIOBIKIB 3 BPO/KEHOIO TNepInIa3iero HaHUPKOBHX 3aJ103, 1 SIKIIO 1X HE JIIKyBaTH, BOHH MOXKYTh 3HHUIIUTH TKaHUHY
sieqok. [IpurnivyBasibHe JiKyBaHHSI KOPTUKOCTEPOIaMU MOKE MIPU3BECTH JI0 perpecii IUX MyXJIMH si€dKa.
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SAxmo xinka 3 HKBI'H3, axa He otpumyBana nikyBanHs 'K, crana BaritHoto,
TO ii HE MOTPIOHO JIIKYBAaTH IIiJl YaCc BariTHOCTI. J[Ba peTpOCHEKTUBHI JOCTIIKEHHS
BaritHocTel cepen kiHok 3 HKBI'H3 BusiBumu, 1110 611b111CTh BariTHOCTEN HACTaBaJIM
no nmiarHoctuku HKBI'H3 y marepi (234, 235). JlikyBanns 'K nmpoBoaumocs s
1HAyKyBaHHS QepTiibHOCT1Y 23% (234) 142% (235) Bunankax. O0uaBa JOCTIKEHHS
MOBIIOMWJIN TIPO MiABHIIEHY YACTOTY BUKUIHIB Y ~25% THX, XT0 HEe oTprMyBaB 'K,
1y 6% Tux, xT0 orpuMmyBaB ['K. Tpete nocnipkeHHsT HE BUSBUIIO PI3HUII B 4ACTOTI
BUKHJIHIB MK KIHKaMH, iK1 oTpumyBaiu ['K 1 iK1 He J1KyBaJuCh, ajie y Iepiuoi rpynu
OyB kopoTmuii yac g0 3adarta (236). Takum 4MHOM, KIHKH, IO CTPaXKIalOTh Ha
HEIUTIIHICTh, MOKYTh OTPUMATH KOPUCTH BiJ1 JliKyBaHHs ['K 17151 3a4atTs Ta NiATPUMKH
BariTHOCTI.

HasiBHi gani Bka3zytots Ha Te, 1o TART y yonosikiB 3 HKBI'H3 nan3Buyaiino
piakicHi (237); oTxke, y IMX 40JI0BiKIB ipodinakTuunuid npuitom I'K He BunpaBaanuii.
BincyTH1 10Ka3u KIIHIYHO 3HAYYIIOTO Ae(PIIUTY KOPTHU30Jy a00 HAIHUPKOBOI KPU3U
npu HKBI'H3, 1 My He nponoHyeMo 3aMICHY Tepamiio y HEeJTIKOBaHUX paHiiie ocid 3
HKBI'H3 mizx yac TSXKOro cTpecy, SKIIo B HUX He 0yJi0o 3adikcoOBaHO CyOHOPMAaJIbHY
BIIMOBIAb KOPTU30JIY MiJI 4Yac IarHOCTUYHOI CTUMYJISIT KOCHUHTpOMIHOM. JlesKi
ocobu 3 HKBI'H3 (60% B ogHOMY HEBEIMKOMY JTOCHIKEHH1) TTOKa3aJu HeaJeKBaTHY
pEeaKkIlilo Ha CTUMYJAILII0 KOCUHTPOIIHOM, aje J>OJCH HE MaB SBHHUX €Ii30/iB
HagHUPKOBOI Hemoctatnocti (171, 238, 239). Jliamasonm cut-off xoprusomny
3a3Hava€eThesa K 14-18 MKI/m, 94acTKOBO BHACIIJIOK BapiaTUBHOCTI TJIOOYIIiHY, IO
3B'13y€ KOPTUKOCTEPOiIH, a TAKOK TOMY, 1110 HOBI aHATI3H 3 OLIBIIIO0 CIIEIIU(IIHICTIO
Jar0Th HIOKY1 okasHUkH (240).

Oco6u 3 reHorunamu P30L/null i neskumu MyTtarismu de novo CKJIaJarOTh
npoOJeMaTUUHy TMOIMYJIAII0, OCKUIBKM iX OIlOXIMIYHI Ta KIiHIYHI ()EHOTHUIIH
NEPEBUIIYIOTh KIIACHYHY/HEKJIACHYHY MeEXy. Jleski 3 IHUX MaIi€HTiB OTPUMYIOTh
KOPHUCTH BiJl XpOHIYHOT TepaIrii HU3bKUMH J03aMHU T1IPOKOPTU30HY

6. TPUBAJIE JIIKYBAHHS TITAHOIEHTIB I3 BPOJIXEHOIO
TI'NIEPIIVIA3IE€IO HATHUPKOBHUX 3AJI03

Ilepexia 10 10poc0i MeAUUYHOI JOTIOMOTH

6.1. IlamienTam miamiTKam 3 BPOKEHOIO TIMEPIUIA3i€l0 HAJHUPKOBHX 3aJI03 MU
IIPOIIOHYEMO TIOYATH MIEPEXi 10 TOPOCIIOl METUYHOT IOITOMOTH 3a KiJIbKa POKiB
JI0 BUXONY 3 IUTA401 eHaokpuHoiorii. (2/0O00)
Texniune 3ayearicennsa: TiJ dYac ILOTO TEPEXOJY MH PEKOMEHIYEMO
BUKOPHUCTOBYBATH CITUTHbHI KITIHIKH, 10 IKUX BXOASTH IUTAU1, PETIPOAYKTHBHI Ta
JOPOCITi EHJOKPUHOJIOTH Ta YPOJIOTH.

Komenmap pooouoi epynu. Ha momenm po3podxu 0anoi KiiHiuHOI HacCmaHo8u
6 Ykpaini nepexio 0o dopocnoi meouunoi oonomoau 30iUCHIOEMbC Oimam nicisa 18
POKIB.

6.2. JliBuaTkaM MOiJJIITKaM 13 BPOJKEHOIO TINEPIUIa3iel0 HAAHUPKOBUX 3aJI03 MU
MPOMOHYEMO BHU3HAYATH TMHEKOJOTIYHUM aHAMHE3 Ta MPOBOAUTH OOCTEIKECHHS,
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11100 BNEBHUTHUCH B (PYHKIIOHAJIBHIN KIHOYIM aHATOMIi, BIICYTHOCTI CT€HO3a
a00 MopyIlIeHb BIATOKY MEHCTPYaJIbHOI KpOBI. (2| @P00)

Hoxkazu

Kinbka ormnsiis, ajne He KOHTPOIBOBAHUX JNOCTIIKEHb, OMMUCYIOTh, SIK IEPEBECTH
nauientis 3 BI'H3 3 meamiarpuuyHoro no apopocnoro npornany. Hami nmpomnosumii
0a3yl0ThCs Ha KIIIHIYHOMY J0CBii (241-244). lopocni xinku 3 BI'H3 wacTo 3ranyors
BI3UTU B JAUTHUHCTBI JI0 CBOTO JIIKapsl SIK BUCOKO HAaB'A3/1MBi. TakuM UYHMHOM, MIiCJIs
MPOBEJICHHS TMEepIIOi omepauii KIHIMUCTH TOBUHHI YHUKAaTH T1HEKOJOTTYHHUX
0o0CTEeXKEHb, SKIIO a00 JOKM TAaIll€HTKa HE 3a3Ha€ 3aTpUMKA abo OOoJIICHUX
MEHCTpYyaIlii, 3aTUIaHOBaHO1 CEKCyaJIbHOT aKTUBHOCT1 200 BariTHOCTI.

HiBuata-mianitku 3 Bipuwiizytouoro BI'H3 moBuHHI 3BepTaTHCcs 10 JiKaps-
riHeKojiora Ta/abo AUTAYOro Xipypra/ypojora s TPOBEACHHS OOCTEKEHHS
CEYOCTAaTEBOI CHCTEMH, KOJIH II¢ HEOOXI1HO, 13 ceaalliero abo aHecresiero. IlamienTka
1, SIKIIO HEOOX1aHO, 1i poJAWHA, TOBHMHHI OOTOBOPUTH, YU TOTpiOHA omepairis. Y
BIJIMOBIIHMI Yac MeAWYHA/XIpypridHa KOMaHjaa, N0 SKOi, B i1ealli, BXOIUTh
PENPOAYKTUBHUNM EHIOKPHHOJIOT, TIOBHHHA OOTOBOPHTH ITMTAHHS CEKCYalbHOI
aKTUBHOCTI, KOHTpauemnuii Ta QepTuibHOCTI. AKyliepu TOBHUHHI 3HATH, MWIO,
He3Bakaouu Ha ~ 90% BuUMaKiB HOPMAJIbHOT BariTHOCTI, *iHKH 3 Ki1acuuHoto BI'H3
MarTh HU3BKY (hepTUabHICTh (0,25 HaApOKEHUX KUBUMH Ha OJHY XKIHKY MpoTH 1,8 y
saranpHIM monyisnii) (225). [Ipu HKBI'H3 72% BariTHocTel 3aBepiryroThes
HapOKEHHSIM KUBO1 AUTHUHHU (236).

[ToctynoBuii mepexin MIIJITKIB O JOMOMOTH [UJIs JOPOCIUX iAcaibHO
J03BOJIUTh KOHCOJIYBaTH CTOCYHKH TAIllEHTa 3 JOPOCIUM JIIKapeM J0 TOro, SK
NaIie€HT NPUIUHUTH CBOT CTOCYHKHU 3 AUTSIUYMUM €HIOKPUHOJIOTOM, SK MPaBUIIO, MICIS
18 pokiB. Ha 1mmpomy erami mamieHTaM CIIiJi HaraJgaTyd Mpo BaXKIUBICTh MPOOBKEHHS
nikyBanHsa ['K. Ilorana memuuna mpuxuiabHICTH cepen mopocimux 3 BI'H3 crpuse
nernpecii Ta MiABUIIEHHIO cMepTHOCTI (245). HeoOXigHO pO3rIsSHYTH TPOBEIACHHS
BUMIpIOBaHHS 0a30BOi MiHEpaiabHOI IIUIBHOCTI KicTkoBoi Tkanmam (MIIK), a y
YOJIOBIKIB - YJIBTPA3BYKOBOTO JOCII/DKCHHS s€40K. MO0/l YOJIOBIKM MOBHHHI OyTH
noiHdopmoBani moao pu3uky BuHuKHEeHHS TART (muB. po3nin 6.5).

I'eneTH4YHe KOHCYJIbTYBAHHS

6.3. Mwu pexkoMeHIyeEMO MEIWYHUM TpalliBHUKAM, $Ki MOiH(GOPMOBaHI MI0/I0
BpPO/DKEHOT Timepriia3zii HaJHUPKOBHX  3aj03, 3a0€3MEeUnuTH TeHETHYHE
KOHCYJbTYBAaHHS JITSIM 3 BPOJKEHOIO TiMepIUia3i€l0 HAJHUPKOBUX 3aJ03,
MiUTITKaM, M0 MEePeXOsiTh 10 JAOPOCIOl MEIUYHOI JOMOMOTH, TOPOCIHM 13
HEKJIACUYHOIO BPOJKCHOIO TiMepIria3icr0 HAAHUPKOBUX 303 TMix  Yac
JIarHOCTYBaHHS, a TaKOXK MapTHEpaM MAII€HTIB 3 BPOKEHOIO TIMEpIa3icro
HaJHUPKOBHX 32103, SIK1 INIAHYIOTh BariTHICTS. (1| @ 00)

Komenmap pobouoi cpynu: Ha momenm po3pobxu 0anoi KiiHiuHOI HACMAaHO8U
8 Ykpaini meouko-eenemuune KOHCYNbmMYB8aHHs 30IUCHIOEMbCA Y 00IACHUX MEOUKO-
2CHeMUYHUX YeHMPax/KOHCYIbmayisax/ kabinemax 3a micyem npo*CUBAHHS OUMUHU, d
MAKoIHC 8 OAKUX NPUBAMHUX KITHIKAX.
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Hoxkazu

I'enorunn BI'H3 1 penorun nodpe xopentoroTh; cubdiinru 3 BI'H3 3a3Buuait, ane
HE 3aBX]I4, MalOTh MOJI0OHI CHUMITOMHM 1 CTYIEHI1 >KiHO4YOi Bipuiizaiii. [[ns mporo
ayTOCOMHO-PEIECUBHOTO po3yiany icHye 25% BIPOTIAHICTH TOTO, IO KOXEH
HAaCTYyNMHMM cHUONIHT Brepuie 3axBopuioro xoporo Oyae maru BI'H3 1 50%-By
WMOBIpHICTh TOTr0, IO KOXXEH Oyae acUMONTOMHUM HocleM. Ha OCHOBi KJIacCM4HOI1
yactot BI'H3, o ckmamae Big 1:10000 mo 1:20000 (23, 43, 44, 52), 1:50 - 1:71 oci6
y 3arajibHiil nomyssuii € rerepo3uroramu. BukopucroBytouu cepeane 3nayeHHs 1:60
(~2%), y narienra 3 knacuunoro BI'H3 Oyna 6 BiporigHicts 1:120 MaTé AUTUHY 3
knacuunoro BI'H3. Jlns HKBI'H3 matixke 70% niarHOCTOBAaHUX XBOPHUX € CKIIATHUMHU
reTEepPO3UTOoTaMu, 10 HECYTh OJIMH ajielb, 0 BUKIUKae kimacuunuii BI'H3, 1 oguH,
saxuii Bukiaukae HKBI'H3 (171, 246). buibim m'sika myTaitist 00yMoBiitoe eHOTHIL, 10
o3Havae HasBHicTh y nanienta HKBI'H3, ane motomctBo marienta mae 50% manc
ycnaakyBaTu aneinb kinacuunoi BI'H3. Teopernuno, 1 6€3 reHOoTUITYBaHHSA, 0aThbKO UM
matu 3 HKBI'H3 mae pusuk ~1: 250 matu nautuny 3 kiacuynoro BI'H3 [(0,7 x 0,5) x
(0,02 x 0,5) = 0,4%]. OgHak y 1BOX PETPOCHEKTUBHUX aHAJI3aX JITeH, HAPOKCHHUX
xinkamu 3 HKBI'H3, pusuk 6yB Bumum — Big 1,5% no 2,5% (234, 235). Iloxi6H1
pU3MKM Oynu BUsBIIEHI y 3MimaHii rpymi yosnosikiB 3 BTH3 1 HKBI'H3 (247). 1106
YTOUYHUTH PU3BUK, JIO TUJJAHYBaHHS BariTHOCTI PEKOMEHAYETHCS IPOBOJUTH
reHotunyBanHs CYP21A2.

Koncyabranis moao (pepTuabHOCTI

6.4. OcobaM 3 BPOIKEHOIO TilEpIUIa3i€cl0 HAJIHUPKOBUX 32503 Ta TMOPYIICHHIM
(GEepTUIBHOCTI MM  TPOIMOHYEMO 3BEPHYTHCS O EHIOKpWHOJOra -
pernpoaykToJiora Ta / abo crerianicta 3 pepTusbHOCTI. (2| PHO0)

Hokazu

VY yonogikiB 3 BI'H3 wacto crpaxmae GpeprunbHicTs (226, 237, 248-250). 1o
3arajibHuX (akTopiB, IO CHPHSAIOTH OC3IUTIIAM YOJOBIKIB, HaJeKaTh HASBHICTH
TART, npurHiueHHs TOHAIOTPOITIHIB 1 TECTHKYJSIpHA HEAOCTATHICTh. 3a JaHUMU
OJTHOTO nociimkenHs yonosiku 3 BI'H3, Hapopkeni micis BBeJIeHHS HEOHATAJILHOTO
CKPUHIHTY, MaJIl HOPpMaIbHY (DepTUIBHICTD (247).

[Mommpenicte TART y xmomuukis 3 knacuanoro BI'H3 Bikom Bix 2 10 18 pokis,
KonuBaeThes Bif 21% mo 28% (227, 251); icHye Malio TOCHIIKEHb, 10 OMUCYIOTh
TART y gonogikiB 3 HKBI'H3. Ilommupenicte TART 306inbmryeTscst 3 BiKOM, aje
3HAYHO Bapitoe y 4oIoBikiB 3 kiacuuHoro BI'H3. Li myximuHM 9acTo 3a3HAIOTH perpecy
3a iHTeHcHBHOI ['K-Tepamii, skmo BoHM BUsBIECHI paHo (muB. po3air 6.13) (252).
HasBricts TART € mpeaukropom Oesmumimns (226, 248, 253). IlomupeHicTs nux
MyXJIMH KOJHMBA€Thesl B Mexkax Bim 0% 10 94%, B 3aieKHOCTI Bim JOCTIIKYBaHOT
nomynstii (254, 255). TART 3a3Buuait HeBeMKi 1 IBOCTOPOHHI, HE MATBITYIOTHCS, ajle
nerko BusBIsitoThea nipu Y3/ (227, 251). TART He MaroTh 3/04KICHUX O3HAK, aje
MOXYTh MPHU3BECTH A0 OOCTPYKTHBHOI azoocmepmii Ta Oesmiiaas (248). Komnu
MyXJIMHK HE pearyroTh Ha 1HTEeHCUBHY Tepamito ['K, MOXHa BHUKOHATH E€KCTPAaKIIIIO
TEeCTUKYJISIpHOI criepMu (256). Cyrmipecis cekpelii TOHaI0TPOMNiHIB BACOKUMHU PIBHSMHU
HaJHUPKOBUX aHJIPOTEHIB TaKOX TMOripulye (epTUIbHICTh; 1€ OYEBUJHO, KOJIH
CHIBBIJHOIIEHHSI aHJIPOCTEHAIOH-TECTOCTEPOH > 2. J{nsa 30epekeHHs] (pepTHUIBLHOCTI
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BaplaHTOM Moke OyTu OaHK cnepmu. B ogHOomy nociigxeHHI Oyno Moka3aHo, IO
yonoBiku 3 BI'H3 Manu MeHmie cTaOUIbHHUX TeTepOCEeKCYallbHUX 3B'A3KIB, HIK
KOHTpPOJIbHA Tpyla BiANOBIIHOTO BIKY (255), Toal sik OLIbII HOBI JAaH1 HE MOKa3aJlu
TaKHUX BIIMIHHOCTEW Y BIIHOCHHAX, aJl€ 3a3HAa4YMJIM 3HI)KEHHSI CEKCYalbHO1 aKTUBHOCTI
cepen vonoBikiB 3 BI'H3 (247).

JlexiapKa JOCHIIKEHb TOKA3aJld, 0 3 PI3HUX MPUYMH JIUIIE MEHIICTh KIHOK 3
kimacuuHoro BI'H3 wmamararothes 3aBaritHiTH (225, 257). Ti, XTO Oakae 3ayaTu,
MOXXYTbh JTOCSATTH MalkKe HOPMaJIbHOI YaCTOTH BariTHOCTI 332 PaxyHOK OINTHUMi3alii
nikyBaHHs ['K Ta MK 3 agekBaTHOIO cymnpecieto mporectepoHy y (odikyspHiil dasi
(<0,6 Hr/™Mn = 2 HMoJB/1, Tab1. 5) (225). dakTopu noza BI'H3, Taki sik HENMPOX1AHICTh
TpYO 1 €HIOMETPi03, MOKYTh CIPHUATH O30 1 MOBUHHI OyTH ycyHyTi. [lyxivuHu
S€YHUKIB 3 aIpE€HATIOBOI TKAHUHU BUSBISIIOTHCA 3pifka, nmopiBHsHO 3 TART (258).
®eprunpHicTh B KoHTekcTI HKBI'H3 o6roBoproeTsest B po3auii 5. [Haykiis oBynsmii
Ta EKCTPaKOpHOpaldbHE 3aIUTIHEHHS, a TaKOX IHIII JOMOMDKHI PErnpoAyKTHBHI
TEXHOJIOT1i MOXYTh OYTH PO3IJIAHYTI JUJIS KIHOK, YV SKMX L1 3aXOJU BUSIBIISIIOTHCS
HEJIOCTATHIMH.

Benennsi Bpoa:KeHOI rimepruiasii HAZHMPKOBHX 32J103 Ta HEKJIACUYHOI

BPO/I’KeHOI rinepruiasii HAAHUPKOBHUX 3aJ103 il YA€ BAriTHOCTI

6.5. Mwu pekoMeHAyeEMO >KIHKaM 3 HEKJIACMYHOIO BPOJKEHOIO TiNepIuia3ieio
HaJHUPKOBUX 3aJ103, SIK1 HETUTiTH1 400 MarOTh aHAMHE3 MONEePEAHBOTO BUKUTHS,
JIKyBaHHSA TJIFOKOKOPTUKOIIOM, SIKHI HE MPOXOIUTH Uyepes TuialeHty. (1@ @ 00)

6.6. BaritTHuM >XiHKaM 13 BPOJ/DKCHOKO TiNEepIuIa3i€l0 HAJHUPKOBHX 3a703 MU
peKoMeHayeMO OyTH TiJ HarjasgoM €HAOKPUHOJIOra, OO0I3HAHOTO MO0
BpOJIKEHOT Tinepruiasii HagHupkoBux 3ano3. (HexmacudikoBaHe MONOKEHHS
HaJIC’)KHOT MPAKTUKH )

6.7. JKimkam 13 BpPOJ/DKEHOIO TiNepIUIa3i€l0o HAJIHUPKOBUX 3aji03, SKI CTalOTh
BariTHUMH, MU PEKOMEHJYEMO IIPOJIOBXKYBATH JIKYBaHHS JUIS BariTHUX
TIPOKOPTU30HOM / TIPEAHI30J0HOM Ta (GIyIPOKOPTU3O0HOM 3 KOPEKIIIEI
J03yBaHHS, SIKIIO 3'SIBISIOTHCS CHUMITOMH Ta O3HAKH TIIOKOKOPTHUKOIMHOI
HeJI0CTaTHOCTI. (1| PO00)

Texniune 3aysajriceHHsa: KITHIIACTH TIOBUHHI OIIHIOBAaTH HEOOXITHICTH
30UTBIIIEHHST 703U TJIOKOKOPTUKOIMY TPOTATOM JIpyroro abo TpeThoro
TPUMECTPY Ta BBOJUTH CTPECOBY /103y TTIOKOKOPTUKOIIB ITi/T YaC TOJIOT1B.

6.8. JKimkaMm i3 BpOIKEHOIO TINEpIUIa3i€l0 HAJHUPKOBUX 3ali03, sIKi BariTHI abo
HAMararoThCS ~ 3aBariTHITH, MH HE  PEKOMEHAYEMO  3aCTOCOBYBATH
TIIFOKOKOPTUKOINH, K1 MPOXOAATH Yepe3 IIIAEHTY, HATPUKIIA, TeKCaMeTa30H.
(L e00)

6.9. Mu paguMo 1106 TUTaH TOJIOTIB BAriTHUX JKIHOK 13 BPOHKEHOIO TIMEPILIa3iero
HAJHUPKOBUX 3aJI03 BKJIIOYaB cremiamicta akymepa. (HekmacudikoBane
TIOJIOYKEHHS HAJIC)KHOT TPAKTUKH)

Komenmap pobouoi cpynu: I[lposooumu npenamanvHy OiacHOCMUKY ma
JIKYBAHHS JIUULE 8 CNeYIaNi308aHUX NIKYBANbHUX 3AKIA0AX 3a YUaACMIO ePYNU eKCnepmis
(ceHemuKis, eHOOKPUHOIO02I8, 2IHEKO0N0218) NICI 2eHEeMUYHO20 KOHCYIbMYBAHHSA Md
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CX6A/ICHHA KOMimemy 3 emuxKu 3ama0y [ Jquwe 3a ymoeu HAsABHOCMI cucmemu

00820CMPOKOBO20 CNOCMEPEHCEHHS Ol be3neKU NayieHmis.

Iocepeno: Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

Hoxkazu

PiBH1 aHJIpOreHIB 1 KOPTU30Jly MOCTYNOBO 30UIBIIYIOTHCS MiJl Yac BariTHOCTI
BHACHIZOK 30UIbIICHHS PIBHSA TJIOOYJIHY, IO 3B'SI3y€ CTaTeBl TOPMOHH, a TaKOX
mo0yIiHy, 10 3B'SI3ye KopTUkKocTepoinu. IlmameHTapHa apomaTu3aiiisi 3a3BHYaid
3axXulla€ I Bl MOTEHUIMHUX BIPWII3YIOUUX €(EKTIB MATEPUHCHKUX aHIPOTreHIB
(259). Marepuncekuit 17-OHP niagBumiyeTbes 3a HOpMaJIbHOI BariTHOCTI 1, OTXKe, HE
MOXe OyTH BHUKOpPUCTaHUN s MoHITOpuHrY JikyBanHs ['K. Bucoki piBHI
NIPOTeCTEPOHY IIiJ Yac BariTHOCTI MOXYTh KOHKypyBatH 3a penentop MK, mro
TEOPETUYHO BUMArae 30UTbIICHHS 7103 (IIyIPOKOPTU3OHY, MPOTE MOMKIHMBICTD I[HOTO
He BUBYEHO. KIIHIIMCTH HE MOBHUHHI BUKOPUCTOBYBATH JJIsl JIIKYBaHHSI BariTHUX 3
BI'H3 nexcamerazon abo iHIII CTEpOiAu, sIKi HE 1HAKTUBYIOTHCSA ILIAIEHTAPHOIO
115-HSD2. BigcyTHi JaHi 1 HEMae€ 3arajJbHONPUUHATUX PEKOMEHJAIlA 1010
koperyBaHHsi 103 'K mig gac BaritHocti. Hecmermudiuai cumMnToMu HaJHUPKOBOI
HEJIOCTAaTHOCTI, 30KpeMa MOCTypalibHa TIIOTEH31s 1 BTOMa, MOXKYTh PO3BUTHCS T Yac
BariTHOCTI, aJie HE € YHIKaIbHUMHU I KiHOK 3 KinacudHoro BI'H3. Jlo3u I'K Ta / abo
(bIyIPOKOPTU30HY MOXKYTh OyTH 30UIBIIEHI TPW BUHUKHEHHI TaKUX O3HAK 1
CUMITOMIB. Y TaKUX BUIAJKaX YaCTO KOPUCHUM € 30utbIeHHs no3yBanns ['K Ha 20%
- 40%, mounHarouu 3 24-ro TvkHg (215). [1ig yac moaoTiB Ci1iJ] BBOAUTH CTPECOBI 103U
'K, ane BiCyTHI KOHTPOJIHOBAHUX JTOCHIIPKEHb HIOJI0 X ONTUMAIBHOTO J1I03YBaHHS.
Kinku 3 B'H3 MoxyTh MaTH BUIIUH pU3UK TecTarliiinoro aiadery (257, 260). Takum
YUHOM, KJIIHIIIUCTH TOBUHHI KOHTPOJIOBATH TOJEPAHTHICTh JI0 TUIFOKO3H SIK TIOKA3HUK
KJIIHIYHOT OIIIHKKA MpoTsAroM Bciei BaritHOcTi. Jns BaritHux 3 BI'H3 mikyBanus
MOBMHHO OyTH 1HIMBiAyasi3oBaHo. KecapiB po3THH € HAWTIOMIUPEHIIITUM METOJI0OM
IIOJIOTIB BHAC/IZOK BHCOKOI IOIMIMPEHOCTI IONMEpeaHb0i BariHaJbHOI XIpyprii i
JTUCIIPOTIOPIIii pO3MipiB Ta3y 1 TOJIBKM IUIOJNY, XO4Ya BariHaJbHI IOJOTH OyiIu
3apeectpoBaHi y 16% - 42% >xiHOK, MaiiKe BCi 3 AKUX MaJId peHOTHI O€3 BTpaTH COJIi
(225, 257). CxnagHo 3p0OUTH OCTATOYHI BUCHOBKH 110710 HEOOXimHOCTI Tepamii ['K y
x1HoK 3 HKBI'H3, rpyaTytouncs Ha oomexxennx ganux (234-236); oqHak, JiKyBaHHS
Moke mpuHecTH KopucTh kiHkam 3 HKBI'H3 i3 6e3mmimasm abo 3 aHaMHE30M
BUKUHA. [lomiOHI NMPUHIIMIN BEICHHS BariTHOCTI 3aCTOCOBYIOTBHCS 10 JKIHOK 3
HKBI'H3, saxi notpebyroTs mikyBauHs ['K mig yac BariTHOCTI.

Harasx 3a  BiggajJeHMMH YCKJIAJHEHHSIMH BPOKEHOI rimepmJiasii

HA/THUPKOBHX 32J103 Ta iX JIiKyBaHHSA

6.10. IlamieaTam i3 BPOKEHOIO TIMEPIUIa3i€l0 HATHUPKOBUX 327103 MU TIPOITOHYEMO
paauTH OOWpaTH 3M0POBUN CMOCIO XUTTSA y PaHHBOMY BIlll JUJIS MiATPUMKH
IHIAEKCY Mach TUla B MeEXax HOPMAJIBHOTO [iana3oHy, 00 YHUKHYTH
MeTa0OIIYHOTO CUHAPOMY Ta CYMYTHIX HACIIAKIB. (2/dO00)

6.11. Mu mnpOMOHYEMO TPOBOJUTHA CKPUHIHT MIHEPATBbHOI IIUTBHOCTI KICTOK
JOPOCIUM MallieEHTaM 13 BPOJKEHOIO TIMEpIUIa3ie€l0 HAAHUPKOBUX 3aj103, fAKI
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OTPUMYBAJIM TPUBAIUN MEPIOJ TIIIOKOKOPTUKOIAM B 033X BUIIMX 3a CEPEJIHI,
a00 3a3HaJIM HETPABMATUYHOTO Iepenaomy. (2|O00)

6.12. Mu He PEeKOMEHAYEMO JAOPOCIUM 3 KIACUYHOIO BPOKEHONO TiNEepIUIa3iero

HAJHUPKOBUX 3aJ03 NPOBEICHHS IUIAHOBHUX Bi3yali3alliHUX OOCTEKEHb
HAJHUPKOBHUX 3aJ103. (1/O00)
Texniune 3ayeasxcennn: 1lpoBoauTH BizyamizailiiiHi 00CTEXEHHSI HaITHUPKOBUX
3aJ103 B JIIOZEH 3 KJIACUYHOIO BPOHKEHOIO T1EPIIa3i€r0 HAJHUPKOBUX 3aJ103, K1
MaloTh KJIIHIYHI O3HAaKH IMYyXJIMHU HAJHUPKOBOI 3aJI03M, MOTAHUA KOHTPOJb
3aXBOPIOBAHHS, NPUIMHEHHS JIIKYBaHHS TMPOTITOM JIEKUIBKOX PpOKIB abo
BIJICYTHICTh BIANIOBI/I1 HA IHTEHCU(IKOBAHY TEpaIilo.

6.13. YosioBikaM 13 KJIIACUYHOIO BPOKEHOIO TINEPIUIa3i€el0 HaJHUPKOBUX 3103 MU
PEKOMEHyEMO MPOBOAUTH MEPIOAMYHE YJIbTPAa3BYKOBE IOCIHIKEHHS S€YOK
nu1st oiliHku po3BUTKY TART. (1| 0O0)

6.14. IlamienTam 13 BpOJJKEHOIO TiNEpIJia3i€l0 HAJHUPKOBUX 3403 MU HE
PEKOMEHIyEMO TPOBOAUTH IJIAHOBE OOCTEKEHHS Ha CEPILIEBY 1 METaOOIIUHY
MaTOJIOT110, KPIM PEKOMEHIOBAHUX JIJISl 3araJIbHOTO HacesaeHHs. (1| 00)
Texniune 3aysasricennsa: KIIHIIMCTH TOBUHHI BUKOPUCTOBYBAaTH BIlacHE
CYJUKEHHS II0JI0 HAaBEACHUX BHILE MTPOLIETYP

Komenmap pobouoi zpynu: Ilepioouune yiompazgykose OOCNIONCEHHS AEUYOK
ons oyinku poszeumky TART mae nposooume ¢haxiseys, obiznananuil y 6izyanizayii

TART.

Hokazu

VY nite#t Ta mimnitkiB Ha ctangapTtHid Tepamii 'K qms BI'H3 BiacyTHi gokaszu
mono 3HmwkeHHs MILK, mo omiHoBaIM 3a JOMOMOIOK TOABIHHOT €HEePreTHYHOT
PEHTIeHIBChKOI aOcopOIioMeTpii, HOpMaTi30BaHOI 3a 3pPOCTOM, HE3aJEKHO BiJ
TPUBAJIOCTI JiKyBaHHs, TuUiy BuKopuctoByBaHoro I'K Tta piBas 17 OI'lIl a6o
angporeHiB (261-263). CrapgapT IOIVISIAY 3a XOPOIIUM CTaHOM KICTOK BKJIIOYAE
IIPUIOM BIJTIOBIIHO 70 BiKy BiTaMiHy D 1 KajbIlifo pa3oM 3 (I3MYHUMH BIIPABaMHU.

Ha BigmiHy Bim 1[bOTO, PETPOCIIEKTUBHE AOCTIIKEHHS 62 MOpOCIHX KIHOK 3
BI'H3 noBigommuio, mo xpoHigHuil BB hapmakonorigaux 103 ['K moxke mpussectu
70 BTpaTd KICTKOBOI TKAaHWHH, IO CYMNPOBOKYETHCS TMIJBUIICHOI YacTOTOIO
MIePEJIOMiB y IOPIBHSIHHI 31 3/T0pOBUMHU KOHTPOIIsIMU (264 ). JIBa 1OCTIKEHHS BETUKHX
KoropT mopocnux 3 BI'H3 moBigomisnu mpo BUCOKY momupeHicTs ocreoneHii (T-
scores MIIK, Bix -1,0 10 -2,5 SD) i nomipHe 30UTbIIIEHHS MTOMUPEHOCTI OCTEOTIOPO3Y
(202, 203). 30ibIIEHHS YACTOTH MEPEIOMIB HE criocTepiranocs (265). BunukaeHHS 1
TSOKKICTh BTPATH KiCTKOBOI TKAHWHU HE KOPETIOBAIW 3 TEHOTUIIOM a00 (eHOTHIIOM
BI'H3, ane BusBwimcs nos'si3anumu 3 TpuBaiicTio JikyBanas ['K. Chakhtoura et al.
(266) moka3zanau HeraTUBHY KOpeNsAliro Mixk cykymHoro mo3oro 'K 1 MIIK. I1i nani
MAKPECTIOI0Th HEOOXITHICTh YHUKHEHHS HaaMipHOTo BBy ['K.

Haguupkosi Macu ! ypaxarots Bix 1% 10 4% HOpManbHHX 9OJIOBIKIB i KIHOK
(267), a iXx NOMMPEHICTh 30LIBIIYETHCS 3 BIKOM (268). OmHe noCHiIKEHHS 3
BUKOPHUCTaHHSAM KOMII IOTepHO1 ToMorpadii y gopociaux 3 BI'H3 nosigomisiio mpo

1 HaZ[HI/IpKOBi Macy, IMyXJIMHA HAAHUPKOBUX 34JI03U, adrenal masses — anoMmanbHe PO3POCTAaHHA TKAHWHH, 1110
PO3BUBAECTHCA B HAAHUPKOBUX 3aJ1034aX.
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BHUCOKY MOIIMPEHICTh JTOOPOSKICHUX MYyXJWH HaJHUPKOBHUX 3aJI03, OCOOIMBO cepen
TUX, XTO OTpUMYBaB HeaJiekBaTHY Tepaito ['K (269). KapunHomu HaTHUPKOBUX 32103
3pifKa 3ycTpivaroThes y oci6 3 BI'H3 (270), moBinoMiisieTbes JMie PO OJUH BUMAA0K
y nutund (271). MacuBHI Mi€0IINOMU HAJAHUPKOBUX 327103 PO3BUIIUCS Y JEKLTBKOX
nopociux 3 B'H3 3 HeoOXiqHICTIO XIpypridyHOTo BUAATICHHS Yepe3 Mac-eektu (272).
HenocratHbo naHux, o0 pEeKOMEHIyBaTH PYTHHHUN CKPUHIHT IS BUSBIICHHS
HAJHUPKOBUX Mac.

Hitu 3 BI'H3 wmarots Ounbimn Bucokuit IMT, HIK KOHTpOJIBHI 3a paxyHOK
30UTbIIeHHS kUpoBoi Macu (273). IlpuOnu3HO mNOJIOBMHA NEAlaTPUYHUX XBOPHX
MaroTh HaJUTMIIKOBY Macy Tija, a 16% - 25% crpaxkaaroTs Ha oxupinns (273-275).
3anpornoHOBaHNN CHUCTEMATHYHUN OTJIS OXOTUTIOBAB MeTa-aHaliz 14 oOcepBamiitHux
JOCJIJPKEHb 3 IIUPOKUM BIKOBUM Jiana3oHoM (Bia 14 micsiiB 1o 63 pokis, ~70% <18
pokiB). B mux 14 mocnimkennsx 437 namiedtiB 3 B'H3 manu nomipue 3011bIIeHHS
CUCTOJIIYHOTO 1 1IaCTOJIIUHOT0 apTePialIbHOTO TUCKY (CepeiHl BIAMIHHOCTI BIAMOBIIHO
+4,4 Ta +2,4 MM PT. CT.), OLIHKY FTOMEOCTaTUYHOI MOJIEJ1 1HCYJIIHOPE3UCTEHTHOCTI
(+0,5) 1 ToBuMHY iHTMMH cOHHOI aptepii (+0,08 MM) MOPIBHAHO 3 KOHTPOJbHUMHU
ocobamu 6e3 BI'H3 (41). He Oyna BimMmideHa CTaTUCTHUYHO 3HAUylla PI3HUIII B
TIIKeMIi HaTIe, piBHI 1HCYJIIHY, TOKa3HUKAX TJIFOKO3U abo 1HCYIIHY uepe3 2 TOIUHU
ICJIsl HABAaHTAXKECHHS TJTI0K03010 a00 Jimijgax cupoBaTku. J[aH1 mpo cepiieBi moaii Oyiu
PIAKICHUMH, 1 OUTBIIICTH JIITEPATYpPH 30CEPEIKyBalIacsl Ha CYpOTaTHUX Pe3yiibTaTax.
3anponoHOBaHUI CHCTEMATUYHUN OTJISJ TaKOX Yy3arajdbHUB JIOKa3W IHIIHUX
oOcepBallifHUX TOCTIKEHb, K1 MPEICTaBUIIN JIaH], III0 HE Mial0ThCs MeTa-aHali3y,
BKiroyaroun koroptu 31 IlIBemnii, BenmukoOpuranii, HiMmeuunnu ta bpaszwmii. Lli
TOCHIHKeHHsT ToKazanu, o Jroau 3 BI'H3 MoxyTe matu Oibll BHCOKY 4YacTOTY
rinepTeH3ii, rimepiimigemii, ¢GiOpuAIii mepencepab, BEHO3HOI TPOoMOOEeMOOIIii,
OXXHpiHHA Ta giadety. Cepen MOCHIKEHb, BKIIOYCHUX JI0 CHCTEMAaTHYHOTO OTJISTY
(41), Big3HauaBCA PU3UK YMEPEHKEHHS B MOMIPHOTO 10 BHCOKOTO. 3Ba)Karo4M Ha
30UTBIIICHHS MacH KUPY B OpPTaHi3Mi 1 TOTEHIIIAJ CEPIIEBUX 1 METaOOIYHNUX HACITI/IKIB,
MU TIPOMOHYEMO PAHO MOYMHATH KOHCYJIBTYBAHHS IIOJO CIOCOOY KHUTTS 3 METOIO
3aro0IraHHs UM TEHIEHIISM.

XKinku 3 BI'H3 uwacto matore HamamumkoBy macy Tima (202, 203, 260), ane
narienty 3 B'H3 Bikom micist 30 pokiB Mau JKUPOBY Macy MOI0HO 1O KOHTPOJIbHHUX
0ci0 Takoro X BiKy. Majo XTo MaB TilepTeH3110, CepPIIeBO-CYIMHHI 3aXBOPIOBAHHS 200
niaber. HaiOimpmn 3HaYymow MeTaboaivyHOI aHOMajli€lo Oyina IONIUPEHICTh
recTariitHoro giadery y 20% XBopuX, 1110 IO BUIIA, HIK Y 3arajibHINA MOMYJIAIi, siKa
nependavaetses y 7% - 10%, ane konuBaerses Bia 1% mo 25% (276).

7. BIIHOBJIEHHS ®YHKIIOHAJIBHOI AHATOMII 1IIJISIXOM
XIPYPTTYHHOI'O BTPYYAHHA Y OCIB 3 BPOIXEHOIO
TI'TIEPIIJIA3IEIO HAJTHUPKOBUX 3AJI03

7.1. Mu pagumo iHbopMyBaTH OAaTHKIB BCIX JITEH 13 BPOIHKEHOIO TiMepIuia3icro

HaJIHUPKOBHUX 3aJi03, OCOOJMBO diBYAT 3 MIHIMAJIBLHOKO BIpUII3AIlI€l0, IIPO
BaplaHTH XipyprivyHOTO JIIKyBaHHS, 30KpeMa 3aTPUMKY HOTro MpoBeIeHHs Ta/abo
CIIOCTEPEXKEHHS, JOKM JuTuHa He craHe crapmow. (HexnacudikoBane
MOJIO’KEHHSI HAJIEKHOT MPAKTUKH )
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Texniune 3aysasxicenna: Xipypriuii ornepailii TOBUHHI MIPOBOJUTHUCS TUIbKU B
LEHTpaxX 3 JOCBIIYEHUMH JHUTAYMMHU XipypramMmd / ypojoraMu, JAUTSYUMHU
EHJOKPUHOJIOTaMHU, JUTSYUMHU aHecTe3iojoramu, (HaxiBUsiMA 3 TOBEIIHKU /
MICUXIYHOTO 3J0pOB'A 1 MpaliBHUKaMH comliaibHOi cdepu. o omepauii NOBUHHI
MPOBOJUTHUCH IIMPOKI AUCKYCIi IIOJO0 PU3MKIB Ta MepeBar, CHIJIbHOTO MPUUHATTS
pillIeHb, OTJISy MOXKIJIMBHUX YCKIIaJHEHb Ta MOBHO1 0013HaHOCTI. BapTo BpaxoByBatu
MOXJIMBICTh BIIMOBUTHCS BiJl ONIEpaIrii.

Komenmap pobéouoi epynu. B epyny cneyianicmis, uwjo oocmedicyroms oimeti 3
NOpYULeHHAM cmamegoco ougepenyiroeants, 6 momy uucii i 3 BI'H3 ma nputimaromo
piluerHss wo0o HeoOXiOHOCMI ONnepamu8HONO JIKV8AHHSA NOGUHHI Oymu 3aiy4eHi

2IHeK0102U

Jocepeno Hughes 1A, Houk C, Ahmed SF, Lee PA; Lawson Wilkins Pediatric Endocrine
Society/European Society for Paediatric Endocrinology Consensus Group. Consensus statement on
management of intersex disorders. J Pediatr Urol. 2006;2(3):148-162.

7.2. 'Y mamieHTOK >XKiHOYOi CTaTi 31 3HAYHOIO Bipwiizalier (puc.3), MU paguMoO
O0OrOBOPUTH paHHE XIPypridyHe JIKyBaHHS JIS KOPEKIl YpPOreHITaIbHOTO
cunyca (puc.4). (HexnacudikoBaHe MOJ0KEHHS HAJICKHOT TPAKTUKH )

7.3. llpu nikyBaHHI HEMOBHOJITHIX 13 BPOPKEHOIO TINEpPIUIa3i€l0 HAaJIHUPKOBHUX
3aJI03 MH paguMo, 100 BCl pIilllEHHS MO0 XIPYpPridyHOTO JIIKYBaHHS
3IMIIATIACS TPEPOTraTUBOIO ciMel (ToOTO 6aThKIB 13a 3r0010 AITEH CTAPIIIOTO
BIKy) TpPH CHUTLHOMY MPUWHATTI PIllIEHh 3 JOCBIIYEHHMMH XIpYypriuyHUMHU

koHcynbTanTamu. (HeknacudikoBaHe mooKeHHs HAIEKHOT MPAKTHUKH )

Bipunisaylia HopmMmanbHUX XXiHOUMX reHitanivi npu BrH3
(@) (b)

Uterus Uterus
Bladder Bladder

3aranbHui 3 =
yporeHiTanb S Rectum dra/ibhikiig _ Rectum
U CUHYC Vagina: yporeHuTaanMW\ Vagng

/ CUHYC "

L f\—\ —~— ﬂuco:{e To—

NS Huatxe ) aaummsa

Clitoris 3/1umms Clitoris
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Pucynok 3. Anamomisi HudICHbOI YpO2eHIMANbHOI OLIAHKU 3a NOMIPDHOI I MANCKOL
BI'H3. (a i b) llokazana anamomis HUMCHbOI YPO2eHImanbHOi OLISAHKU 3a 1e2KOi |
msxckoi BI'H3. Biomiuene nuzvke 3numms Ha (a), Oe nixea i ypempa 3yCmpidaromscs
OU3LKO 00 WKIpU, HA BIOMIHY 610 (0), Oe 3nummsi nixeu i ypempu 01u3vke 00 WUKU

Ce406020 Mixypa.

Congenital Adrenal Hyperplasia Due to Steroid 21-Hydroxylase Deficiency: An Endocrine Society*
Clinical  Practice Guideline. J Clin  Endocrinol Metab. 2018;103(11):4043-4088.
doi:10.1210/jc.2018-01865. J Clin Endocrinol Metab | Copyright © 2018 Endocrine Society
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YacrkoBa mobinizauia yporeHiTaZIbHOro cMHycy i3 BUAiZIeHHAM ypeTpy i BariHm

Repair of previous
vaginal-urogential sinus
connection

(@) (b)

Anterior vaginal wall flap /(A A

from excess common B - Urethra
urogenital flap 7 ¢ >, /

(/// Bladder ( - Bladder
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Posterior perineal h\>7) Vagina N “%_ Vagina
vaginal wall skin flap X Uterus [ - Uterus
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( Rectum Q Rectum
/
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Pucynok 4. YactkoBa yporeHitaabHa MOOUTI3allis 3 BUAUICHHIM YPETpH 1 MXBH. (a 1
b) Cxema yacTKOBOi MOOLTI3AIi YPOTEHITAIBPHOTO CHHYCA, KOJIU BiTHOBITIOETHCS
HOpMaJIbHAa >KiHOYAa aHaToMmis. BigmiueHe BujuleHHSs B (a) MIXBH 1 ypeTpu 3
npenapyBaHHSIM  HAJJIMIIKOBOI'O  3arajlbHOr0  ypOTEHITAJbHOTO CHUHYycCa  JJis
dbopMyBaHHS TIEPEAHBOT CTIHKH IMIXBU IUIIXOM aHACTOMO3Y J10 HOPMaJIbHOT MepeIHbOT
CTIHKM MiXBU (0) 1 mpenapyBaHHS 3aJHbOTO JIOCKYTY IIKIPU TPOMEKHUHHU (a) IJIs
dbopmyBaHHS 3aHBOT CTIHKH TiXBH (b).

Congenital Adrenal Hyperplasia Due to Steroid 21-Hydroxylase Deficiency: An Endocrine Society*

Clinical Practice Guideline. J Clin  Endocrinol Metab. 2018;103(11):4043-4088.
doi:10.1210/jc.2018-01865. J Clin Endocrinol Metab | Copyright © 2018 Endocrine Society

Hokazu

BincyTtHi panioMizoBaHi KOHTPOJIbOBaHI JOCIIKEHHS 11010 HAWKPAIIIOTO BIKY
a00 Kpamux METOJIB BIJHOBJIEHHsS (YHKIIIOHAIBHOI JKiHOYOi aHaTtoMii 3
BITOKPEMIICHOIO YPETPOIO 1 0TBOpoM mixBu y ocid 3 B'H3. OmybnikoBaHa nitepaTypa
Ha CBOTOAHINIHIA JICHb CIIMPAETHCA HA OIIHKKH B MI3HHOMY IHIUTITKOBOMY a0o
nopociomy Birli, yacto 20 1 OuIbIIE POKIB MICIA MOYATKOBOi oreparii. IIporsrom
IIOTO Yacy pO3BUHYJIMCS METOAW BIIIUICHHS YpPOTEHITAIBHOTO CHHYyCa, IO
MPUBOJATH 1O BIIKPUTTSA MIXBU O TPOMEKHHHU, 1HTPOITOTUIACTUKU Ta JIIKYBaHHS
KIIITOpOMeratii.

Buxonsun 3 HasBHUX pe3yJbTaTiB, MH NPHUITYCKAEMO, IO JJIs TAIIE€HTIB 3
HU3BKUM YPOTCHITAIBHUM 3JIUTTSIM TiXBH 1 ypeTpu (puc. 3) AOCBimYeH1 Xipypru
BUKOHYIOTh TIOBHE XIpPYpTiuHE BiHOBJICHHS y pPaHHBOMY Billi (BIIOKpEeMIICHHS
YPOTEHITAIBHOTO CHHYCa, 3 TPHUBEACHHSIM IMMIXBOBOTO OTBOPY B TIPOMEXKHUHY,
IHTPOITOTUTACTHKA 1, IKIIO 00paHo, KiriToporutactuka) (277-281). Jlnst ocid 3 BUCOKUM
3muTTsM (puc. 3), gac omeparii MEHII MEeBHUI, X04a PETPOCTEKTUBHI JOCIITKEHHS
MOBIIOMIISIFOTh, 110 PaHHS XIPYpris Ma€ XOPOIIWW TOBrOCTPOKOBUHM YCHIX IIIOAO
cTareBoi (YHKIIII MOPIBHSIHO 3 HOPMaJbHUM KOHTposieM (277-281). Hemomenena
XipypriuHa nepeBara BIJKJIaJIeHOI PEKOHCTPYKIIIT MOJATae B TOMY, 110 MOXKYTb OyTH
3MEHIIEHI PU3MK BariHaJIbHOIO CTEHO3y 1 HEOOXIJHICTh MOJAJIbIIOI BariHaJbHOI
aunatarmii. SKmo KIHIUCTH PO3TJLIal0Th MOXJIUBICTH JIIKYBaHHS HEMOBJAT 3
BUPAKECHOIO BIPLII3AIIEI0 Ta KIITOPOMETalli€l0, TO TMepeBaru pPaHHbOI MOBHOT
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PEKOHCTPYKIIIl TOJATAIOTh Y MOXKIJIMBOCTI BHKOPUCTAHHS HAJJIMIIIKOBOI 3arajibHOi
TKaHUHH YPOTEHITAIbHOTO CUHYCA JIsl PEKOHCTPYKIIIl IepeHbO1 CTIHKU MiXBHU (282).
Crning yTpUMyBaTUCh Bl AUISTAIllT TIXBU 3 IPUBOJY CTEHO3Y 10 MEHapXe.

VY mamientkn 3 BI'H3 31 3HauHOW0 Bipuiizalli€ro, sikii He OyJ0 BHUKOHAHO
XIpypriyHOTO JIIKyBaHHS, ICHY€E MOCTIHHA MOTpeda B CIIOCTEPEKEHHI 3a MOKIMBUMU
1HEKI[IIMUA CEYOBUBIAHUX IUIAXIB 1 3aTPUMKOIO MEHCTPYaJIbHUX BUAUICHb B MEPIOJ
CTaTeBOT'O J103pIBaHHS, OCKUIbKH MiXBa BIAKPUBAETHCS B 3arajbHUN ypOreHITaIbHUN
CHHYC.

V neaxux xBopux 13 BI'H3, kapiotunom 46, XX i noBHoto Bipuiizaiieto (Prader
S/HopManbHO chopMOBaHUi "TIEHIC" 3 CEUOBUITYCKAILHUM KaHAJIOM Yy TOJIBIl) iICHY€E
CIIpHE MUTaHHS 11010 ONTUMAJIBHOTO BU3HAYCHHSI CTaTi (IUB. pO3AUT 9 PO MCUXIUHE
310poB's). XipypriuHa (emiHizallis 3 *KIHOYOK TEeHACPHOI 1CHTUYHICTIO € HAATO
CKJIQJIHOIO BHACIIJIOK €KCTpEeMalIbHOI Bipuiizaiii. MailOyTHs ¢ epTUIbHICTh MOXKJIIMBA
AK Y KIHKH. SIKII0 K MaIl€eHTKa BUXOBYETHCS B YOJOBIUIM CTaTi 3 HEMOBIATH abo 3
PaHHBOTO JUTUHCTBA, JJIsI 3amoOiraHHs TEeHACPHO-HEBIAMOBIIHOTO PO3BUTKY Tija
MOXKYTh 3HAJ00UTHUCS OIepallis 3 BUAAICHHSI MAaTKH Ta SEYHUKIB JIO IMMyOCPTATHOTO
nepioay abo mpenapaTu IS MPUTHIYEHHS TOpMOHIB B myOeptati. [lmtocu 1 MiHycu
KIHOYOTO a00 4YOJIOBIYOTO TEHJICPHOTO BHM3HAYCHHS Ta BIUIMBY Ha (PEPTHUIBHICTH
NOBUHH1 OyTH 00roBopeH1 BiAKpUTO 1 moBHicTIO. [locTiiine Mmequune nikyBanus ['K ta
MK Bce onHO Oyne moTpiOHO, 1 JOJATKOBUN TECTOCTEPOH MOXKE 3HATOOWTHCS IJIS
MIATPUMKH YOJIOBIUMX BTOPUHHUX CTaTeBUX o3HAK. KiHIEBH 3picT IS MAaIli€HTIB-
Y0JIOBIKIB OYB O KOPOTIIIMM MOPIBHSHO 3 CEPEIHIM 3pOCTOM OaThKa.

YckiagHeHHs Micls YpOTeHITanbHOT peKOHCTpyKIii y ocid 3 BI'H3 moxyTh
BKJIFOYATH BariHaJbHUM CTEHO3, pyOIll cTaTeBMX TI'y0 a00 BXOAy B IIXBY, BTpary
cTaTteBoi (yHKIII, ypeTpo-BariHaibHi GicTynau, HerpuMaHHs cedi (283). Onne
PETPOCTIEKTUBHE JOCIIKSHHSI TIATBEPUIO BIAHOCHE 3HIKCHHS YyTIMBOCTI KIIITOpa
micas Woro Xipyprii, aje B IHIIMX JOCTIIPKEHHSIX He Oysio 3adikcoBaHO KOJIHOTO
HOPYIICHHS CTAaTeBOI (PYHKI[T MOPIBHIHO 3 BIKOBUMH KOHTpOJsiMu (280, 284-286).
30UTBIICHUI KITITOP, IO CIIOCTEPITAETHCS Y HOBOHAPOHKEHOT0, MOXKE 3MEHIITYBaTHCS
3 YacoM Ha CTaHAApPTHOMY MEIWKAMEHTO3HOMY JiKyBaHHI. Hemae manux momo
JIOBIOCTPOKOBHX PE3YyJIBTATIB IS 0Ci0, SKUM HE ITPOBOIMIIM OIEpallii I B IUICHHS
YPOTEHITAIBHOTO CHHYCAa 1 BHBEJCHHS IMIXBH 10 MPOMEXUHH, a0 TUM, KOMYy HE
MPOBOIWIM 3MeHIIeHHs KiiTopa. Ormsan xipyprignoi npaktuku CIIA (287, 288) 1
MDKHApoaHOT (279) TakoX CBITYUTH TpO TepeBary paHHboi xipyprii mius BI'H3.
KmininueTr moBUHHI 0OMIHIOBATHCS 3 0aTbKaMU BCIE€IO JTIOCTYITHOIO iH(POpMAITI€IO TTPO
TEPMiHU, PU3UKH, IEPEBATH Ta YCKIAAHEHHS XIPYPTr14HOTO BTPYYaHHS 1 paUTH 1M, IO
MOJKJIMB1 BIZICTpOYKa a0o0 BiAMOBa BiJ omeparlii. BaxauBo Takox oOrOBOpPHUTH, SIK 3
OaThbKaMW HAa MOMEHT IIOCTAHOBKHM [iarHO3y, TaK 1 3 TMAaIllEeHTaMH, KOJIH BOHU
703piBalOTh, IO BIIOMO TIPO JOBTOCTPOKOBHI TPOTHO3 CEKCyalbHOI Ta
penponaykTuBHOI (yHKiii. Ha 1eli wac He icHye OO'€KTMBHMX JIOKa3iB TOTO, MIO
Halikpaie 30epirae 3araibHy QOL abo cekcyanbHy (QyHKIiIO - paHHs, a00 MI3HS
xipyprisi, a00 11 BIICYTHICTb.

HemonaBHi  KOrOpTHI  AOCHUIKEHHS  TOKAa3ald  BIACYTHICTh  3MiH
HEUPOKOTHITUBHUX PE3YJbTaTIB Yy JiT€H, SKUM MPOBOJAWIOCH OJIHOPA30BE
3acTOoCyBaHHS aHecTesli y Bili 10 36 micaiB (289). [IpoTe, cBigueHHS, OTpUMaHi Ha
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TBapUHAX 1 PETPOCIEKTUBHI JOCIIPKEHHS HA JIIOASIX BUKJIMKAIN 3aHETIOKOEHHS, 10
TpuBaJia a00 TMOBTOpPHA 3arajibHa aHecTe3lsl MOKE MOTIPIIUTH PO3BUTOK MO3KY B

PaHHBOMY BIIll, OCOOJIMBO MOTIPIIYIOYH TOBIOCTPOKOBI MOBHI 3/1I0HOCTI Ta Mi3HAHHS
(290).

bananc nepesaz i wiukoou

[lepenOauyBaHa LIHHICTh MOIIYKY PaHHIX XIPYPriYHUX BTPYYaHb JJISL KIHOK 3
BI'H3 3 Bipuiizati€to nossrae y BIAHOBIECHHI ’KIHOUO1 aHATOMI{, 3a11001ranHi iHpeKIii
CEYOBHUBIIHUX UHUISIXIB 1 T1IPOMETPOKOJIBIIOCY, 3HUKEHHI TPUBOXKHOCTI OaThKIB
JUTAHA 3 BPO)KCHOK aHOMAJi€l0, YHUKHEHHl CTUrMath3aiii JiBYMHUA 3
MacCKyJIIHI30BaHUMHM CTAaTE€BUMHU OpraHaMH, a TaKOX IICHUXOJOrIYHOI TpaBMH BiJ
reHITaJIbHOI XIpyprii B AuTAs4oMy 1 roHanpkoMy Biui (291, 292). IlepenbauyBana
KOPHUCTb Bl MI3HBOI XIpYyprii Mmojisira€ B CaMOCTIMHOCTI PIIICHHS MAallleHTa I0/I0
orepauii 3 KpauuM pO3yMIHHSIM CBOiX BJACHUX YyNoao0aHb (CHOUIBHUI mpolec
OPUIHSTTS pillieHb, HA BIAMIHY BiJl BUOOpPY 0aThKIB) I10JI0 T€HACPHOI 1IEHTUYHOCTI,
PU3UKIB, IEpeBar, aJbTePHATUB 1 YCKIIATHEHb.

['eniTanibHa peKOHCTPYKTUBHA XIPYprisi BUMArae piBHs XipypriyHOro JOCBIAY, a
TaKOXX CHJIOKPUHHOI, AaHECTE310JIOTIYHOI, CECTPUHCHKOI Ta ICHUXOCOIAIbHOT
HIATPUMKH, SIKY MOXHA 3HAWTH TUIBKK B IIEHTPAX, 5Kl PETYJISIPHO BUKOHYIOTH TaKy
npoueaypy. Xipypriuia ekcrneprusa Oyina BU3HAY€HA Ha JYMKY OJHIET TPYIH, IO
BUKOHaJIa MpuHaiitMH1 10 reHiTomiacTuk y monepeaHi 8 pokis (293).

7.4. Y mamieHTOK >KIHOYO1 CTaTi 13 BPO/KEHOIO TiMepIuia3iel0 HAAHUPKOBUX 3aJ103,
IUIA SIKUX 00paHO Xipyprito, MU TPOTIOHYEMO BHWKOHYBAaTH BariHOIUIACTHKY,
BUKOPHUCTOBYIOUM  ypOTEHITaIbHYy  MoOUI3amiro, 1, SKImo  o0paHo,
HEHPOBACKYJIAPHO-IIAAHY KJIITOPOINIACTUKY TIPH 3HAYHIM KJIIITOpOMEralii.
(216000)

Hokazu

[ToBHa yporenitanpHa MoOUTI3aIiss (294) crama 3HAYHUM IIPOTPECOM B
xipypriunomy umikyBanHi BI'H3. Ils wmeromumka TpancpopMmyBamack y Cy4acHy
METOJIMKY YaCTKOBOI ypOTEHITAIbHOT MOOLTi3al1ii, sSIka Ha BIIMIHY BiJI TOTIEPEIHBO1, HE
notpedye kpyroBoro (Ha 360°) BUCideHHs TKaHUH MpH QiKcallii ypeTpH mia J100KOBOIO
KICTKO¥0, 110 cTIpus€e 30epeKeHHI0 iIHHepBallii cHIHKTEPHOI MyCKyIaTypH, HEOOX1THOT
st yrpuMmanHsa cedi (279, 282, 295, 296). 3amumaroTeCcs micisonepaniiHuMu
npobjieMaMy HETPUMaHHSI Ce4i Ta BariHaJIbHUM CTEHO3, K1 BUMAararTh AuiaTallii abo
noBTopHO1 omepaiii (297-300). JIOBrocTpoKOBi CHOCTEPEKHI1 JOCTIKCHHS Temep
MIITBEPIKYIOTh, III0 HETPUMAHHS CeYi € PIIKICHUM, aji¢ HeBEJIMKA KIJTbKICTh MaIll€HTIB
ICJIST CTATEBOT'O J03pIBaHHS MOTpPeOye MOJATKOBOI BariHaiapHOI Xipyprii (277, 282,
301-304). ITnactuka xiiTopa 3i 30€peKeHHSIM HEPBOBO-CyaWHHOTO Tydka (305) €
HE0OO0B'I3KOBOIO MPOIIEAYPOIO 1 11 CITiJ] TOSICHUTH SIK TaKy.

bananc nepesaz i wikoou

KomiTeTr 3 HamucaHHs HACTaHOBU MOJUISIE 3asBJICHI MepeBaru OUIBIIOCTI
MAaIEHTIB 1 KJIHIIKCTIB 1 HaJa€ BeJIUKE 3HAYCHHS pe3yibTaTaM pPaHHBOI IMOBHOI
PEKOHCTPYKIIIi, [0 BUKOHYETHCSI XIpypraMmu 3 JOCBIIOM YpOreHITaIbHOI MOO1Ti3allii,
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3MEHIIEHHIO HEOOXITHOCTI KOMIUIEKCY MOBTOPHHUX NPOLEAYp Y MIAJITKOBOMY a0o
JOPOCIIOMY Billl, @ TAKOX MIATPUMLI HOPMAJILHOT YYyTIMBOCTI MPOMEXKHUHH 1 KIIITOpA.
Kpim Toro, excrieptHa n1ymka 3a3Hayae, 1mo s namientis 3 BI'H3 1 kapiotunom 46,
XX, 110 KUBYTh SIK JKIHKH, MOTEHU1HHA (DEpTUIBHICT NOBUHHA OYTH MaKCHUMAalIbHO
30epexeHa. Y TuX, sIKl )KUBYTh SIK YOJIOBIKH, MOKJIMBI BaplaHTU 30€pEKEHHS TKaHUH
S€YHUKIB TOBUHHI 00TOBOproBaTUCA 3 0aThbkaMu (1 SKIIO0 MPAKTUYHO 3 Mal[lEHTaMH)
nepesi 0BapieKTOMIEIO.

Komenmap pobouoi epynu:

Knimoponnacmuky pexomendogano eioknacmu OJisi NAYIEHMI8 13 J1e2KOH
einepmpodghiero knimopa meHuie 2 cm, mooi K KImoponiacmuKy ciio po3ensioamu OJisl
nayienmie iz cepeOHbOr Ma BUPANCEHOI0 2iNepmpo@ieto Kiimopa, aKujo il 6UKOHYE
00C6i0UeHa XipypeiuHa KOMaHoa

YV eunaokax Husbko020 31umms NiXeu ma ypempu npo8oOUmMbCs Klanmesd
sacinonnacmuka. Konu nixea 3’comyemvca 3 ypemporw npu UCOKOMY 3aummi, a
VPO2EeHIMAaNbHULL CUHYC 0082Ull, BUKOPUCTNOBYIOMbCA MEMOOU NOBHOI YPO2EeHimalbHOL
mooinizayii (TUM), uwacmkoeoi ypoeenimanvnoi mobinizayii (PUM), nackpiznoi
8ACIHONACMUKYU ™A NePeoHbo20 CAiMAalbHO20 MPAHCPEKMAIbHO20 OOCMYNY
(ASTRA).

3a pesyremamamu npo8edeH020 CUCMEMAMUYHO20 02110y ma Mema-aHanizy
cepeo dcinok i3 BI'H3, siki nepenecau onepamugte NiKy8anHs 6 OUMUHCmMaI (cepeotiil
8IK HA MOMEHmM ONepamueHo20 8Mpy4anHs cmanosus 2,7+/-4,7 pokie), binbuicmo 3
HUX Manu JHCciHouy 2enoepHy ioenmuunicmo (88,7%) i Oyau eemepocexkcyanrbHUMU
(76,2%). Kinxu, axi nepeneciu onepayiio, No8i0OMUIU NPO OYIHKY cmamesoi yHKYii
25,13 3a indexcom oicinouoi cmamesoi yukyii (maxcumanvhui d6an 36). bacamo
NAyieHmMoK NPoO08AHCYBANU CKAPHCUMUCS HA 3HAYHE NOPYUIEHHS YyMAUBOCMI KITMOopa,
MpYOHOWi 86a2iHANbHO20 NPOHUKHEHHS, HU3bKY 4acmomy cmamesux akmis. binvuicmo
nayieHmie OyIU CeKCyanbHo axmuHumu, xoya juuwe 48% nosidomunu npo
komgopmuuu cmameeuil axm. binvwicms nayieumie (79,4%) ma meouunux
npayienuxie (71,8%) 6Oyau 3adoseoneni pezynivmamamu XipypeiuHo20 6MpPYUaHHAL.
Bacinanonuu cmenos 6ye nowupenum (27%), a inwii Xipypeiuni yCKIaOHeHHsl, maKi K
Qicmynu, Hempumanis ceui ma iH@exyii cevosuUiOHUX ULIAXI8, Oyau pioute. /lani npo
AKicmb ocumms 0yau pioKiCHUMU MA HenepeKOHTUBUMU.

Hocepeno: Clinical guidelines for the diagnosis and treatment of 21-hydroxylase deficiency

(2021 revision) (Clin Pediatr Endocrinol. 2022;31(3):116-143. doi: 10.1297/cpe.2022-0009. Epub
2022 Apr 10. PMID: 35928387; PMCID: PMC9297175

8. EKCHEPUMEHTAJIbHA TEPAIIISI TA MAVBYTHI HAIIPSIMKUA

3aranbHi MIpKYBaHHSI Ta He3PO3yMiJIi KJIiHIYHI moTpeOn

8.1. VY nmarieHTiB 13 BpO/IKEHOIO TIiNEPIUIa3i€l0 HATHUPKOBUX 3103 MH HE
PEKOMEHIYEMO BUKOPUCTOBYBATH EKCIEPUMEHTaJbHI METOAM JIKyBaHHS 3a
MexkaMu OQILitHO CcXBaJeHUX KIIHIYHUX BUNpoOyBaHb. (HeknacudikoBane
MTOJIOKCHHS HAJIC)KHOT TIPAKTUKHN)

Hoka3zu
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Sk Oyn0 po3rasHyTO y BULIE3raJaHuX po3iliax, He3Baxarouu Ha tepanito ['K
Ta (QIYyIPOKOPTUOHY allETaTOM, IO 30epirae KUTTs, OaraTo aitei 1 nopociaux 3 BI'H3
3a3BMYail 3a3Ha0Th HecnpuaTiaubi Hacaigku (202, 203). TakuM 4yuHOM, MOJANbIIE
BUBYEHHS albTEPHATUBHUX MIAXOAIB JIIKyBaHHA Ma€ BpaxoOBYBaTH pPOCTOBI,
MeTa0oJIYH1, peNPOAYKTHBHI Ta HEUPONCUXIaTPUUHI KIHI[EB1 TOUKH.

Metoau moninmenHst foctaBku I'K

Mu BucTymaeMo 3a po3poOKy HOBUX IMIJIXOMIB O JIIKYBaHHS, SIKI MIHIMI3YIOTh
nob6oBy no03y I'K 3 meroro nocsrHeHHs (i310JI0ri4HOI 3aMIHM KOPTHU30Jy Ta
3ano0iraHHs HaJMIpHOI cekpelii aHaporeHiB. HopmaibHa cekpelliss HaIHUPKOBUX
3an03 mMae uupkaauuii put™M (306, 307). [IporpamoBana iHG Y31 T1IPOKOPTU30HY, IO
MOCTABJIABCS 13 YpaXyBaHHSAM LIMPKAJIHOTO PUTMY IMOIaHO KOHTPOJIbOBAHUM XBOPHUM 3
BI'H3, npussena g0 maibke Hopmansaoro AKTI i 17-OHP (308, 309).

VY nocnimxenHi ¢ha3u 2 y BOCBMH I0pocinX 3 kiacuuHoro BI'H3 1 MHOKUHHUMU
CYITyTHIMHU 3aXBOPIOBAaHHSAMH BiJIMiYCHE 3HAYHE 3HUKCHHS HAIHUPKOBHUX aHIPOTCHIB
1 3HauHe nojinmeHHs napamerpiB QOL 1 BToMu micist 6 MicALiB MiAMIKIpHOT 1HPY31T
T1IPOKOPTU30HY, CIIPIMOBAHOT Ha IMiTalliio (i310J10TT4HOI cekpenii kopTuzony (310).
He3Bakaroum Ha KOHIENTyaJdbHY MpHBAOIUBICTh, MapeHTEPATbHI MpenapaTu
reMICYKIIMHATY T1IPOKOPTU30HY HE MPHU3HAYEHI 1 HE CXBAJICHI IS MIALIKIPHOTO
BBEJICHHS; BiIOYBAIOTHCS peakilii B Micii 1H(Y31i, 1 ypaBlIiHHSI HACOCOM € CKJIaTHUM
Tum He MeHII, Takui MiAXiJ MOXE MaTh 3HAYEHHs JUIsi MOTHMBOBAHMX MAIlIEHTIB,
0COOJIMBO THX, XTO Ma€ MIBUJIKUN MeTa0O0I13M T1IPOKOPTHU3OHY.

BoxuBaHHs 01MH pa3 Ha 100y T'1APOKOPTHU30HY 3 MOIU(IKOBAHUM BUBLUILHEHHAM
y nopociux 13 kiacuyHoro BI'H3 pano 3Mory mocsrté KOHIIEHTpallii KOPTHU30Iy B
CUpPOBATIll, XapaKTepHOI KJIACHYHOMY J1000BOMY putMy; oaHak, 17-OHP i
aHJPOCTECH/IIOH B CUPOBATIIl 3pOCIH J0 OLIBII BUCOKMX PIBHIB HANPHUKIHII JTHS, HIK
IpU 3BUYAfHOMY TPUPA30BOMY BBEJIeHHI TipokopTu3ony (311). binbsin HOBY Bepcito
pOTO TIpemnapary (MyJIbTHYACTHHHI Karcyiu) BUBYAIM y (a3l 2 BIAKPUTOTO
nocmpkeHHs y 16 mopociaux 3 kmacuyHoro BI'H3 (312). V mopiBHSAHHI 3 pi3HUMU
dbopmMaMu 3araJIbHONPUHUHATOT Tepamii A0 BCTyMmy, LEW MAXiT J03BOJWB 3HU3UTH
sHaueHHsa 17-OHP i anapocTeHmioHy TpOTATOM JHS, HE3BAKAIOYM HA 3MEHIICHHS
€KBIBAJICHTHOI J03M TiApoKopTH30HY (28 + 11,8 mpotu 25,9 £ 7,1 mr/x). IlpoBoauThes
daza 3, BIAKPUTOrO paHIOMI30BAHOTO JOCTIKEHHS 3 MapalebHUMU TUIKaMH, 100
BU3HAYUTH, UM TOJIMIIYE LW MiAXi KOPOTKOCTPOKOBi kimiHiuHiI pe3dynbratud (NCT
02716818).

B nanuit yac HaiimeHma /103a TiIpOKOPTU30HY B TabJETKaX CTAHOBUTH 5 MT B
TaOJIeTII, [0 € HAAMIPHOI i HEMOBJIAT 1 MaJeHbKUX mAiTel. HasBHICTH
MeiaTpUIHUX ~ PEUEeNnTyp YCyHe TIOOOIOBaHHS 3 TPHBOJY HETPABHIBHOTO
MPUTOTYBaHHS TiIPOKOPTH30HY 3 Tabmetok (192-194). B iHmoMmy KIIiHIYHOMY
JOCIIHPKEHH] BUBYEHO KOPUCHICTD Ty’KE€ HU3bKOJA030BUX IPAHYJ TIIPOKOPTU3OHY IS
nikyBaHHs HemoByaT 3 BI'H3 (313).

AHTAroHIiCTH aHAPOreHIB / eCTPOreHiB Ta iHri0IiTOPU CUHTE3Y

AnpTepHaTUBHUN MiAXig Ao ontuMmizanii BmBy 'K mosjsrae B moegHaHHI
HaOmmxkeHoi 70 (izionoriyHoi 3amicHoi no3u 'K 3 gpyroro Tepamiero, sika
Oe3nocepeIHbO MPUTHIYYE TPOAYKII0 1/ad0 Mif0 aHAPOTeHIB 1 €CTPOreHIB, 1 MU
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BBXAEMO, IO TaKi MiAXOAM 3aciIyroBYIOTH Ha TMoOjajbllie BHBUCHHA. [lepmum
NPUKIIAJIOM TAaKOTO MiAX0Ay OyB PEXUM 3 HOTHpMa MpernaparaMu, IO MOEIHYBaB
AHTAroHICT aHJPOreHIB (IyTaMiJ Ta 1HTI0ITOp apoMaTa3y TECTOJAKTOH 31 3HUKEHOIO
703010 TIAPOKOPTU30HY (8 MI/M2 Ha a00y) 1 (GIyapOKOPTU30HOM. Y MOPIBHSHHI 3
TPAJAULIMHUM JIIKYBAHHSIM T1IPOKOPTU30HOM 1 (PIIYIPOKOPTU30HOM Y NEPEXPECHOMY
nochipkeHH1 12 gited ns cxeMa 3HM)KYBaJla IBUJIKICTh POCTY, MPUOABKU MacH Tija 1
no3piBaHHs  Kictok (314). YV  2-piyHOMYy paHIOMI30BaHOMY HapaJieIbHOMY
JOOCHIDKeHH1 28 JiTed, MallieHTH, fKI OTPUMYBAJIM EKCIEPUMEHTAJIbHY CXEeMY 3
4OTUpMa MpenapaTamMmu, Majal HOpMaJbHUM 3pICT 1 103piBaHHS KICTOK, HE3BaKar0UM Ha
MiBUILCH] HAAHUPKOBI cTepoiau (315).

Bcei nuisixu crepoinoreHe3y aHApPOTeHIB 1 ECTPOreHiB BUMaratoTh gpepmenty 17-
riagpokcunazu/17,20-miazu (P450c17, CYP17A1) (puc. 1). AGipaTepoHy aierar €
NepOpaIbHO aKTUBHUM IIpoIpenaparoM alipaTepoHy, MOTYKHHUM 1HT1I0ITOPOM
P450c17 (316), npusHayeHUM MJi JIIKYBaHHS KacTpaliiHO-pPE3UCTEHTHOTO pPaKy
npoctatu (317, 318). Binkpure nocmijkenns gasu 1 aGiparepoHy anerary B KUIbKOX
703ax BKJIIOYAJIO MIICTh JOPOCHMX JKIHOK 3 kiacuuHoro BI'H3 1 Bucokumwu
KOHIEHTPAIISIMU aHAPOCTEHAI0HY B cupoBartili (> 345 ur/mn a6o> 12 umons/n) (319).
AbGipatepony amerar B 1031 250 Mr/n HOpMalizyBaB piBeHb aHAPOCTEHAIOHY Ha 7-i
JIeHb Y BCiX yyacHUKIB. OCKUIbKH abipaTepoHy aleTaT TaKoXk MPUTHIYYE YTBOPEHHS
CTEpOiNiB TOHAIaMH, 1€ JOCITIIKEHHS OyJI0 OOMEXKEHE IOPOCIMMHM >KIHKAMH, SKi
npuiiMay nepopanbHi KOHTpauenTuBu. OTxe, 3acTOCYBaHHA a0ipaTepoHy aleraT Ipu
BI'H3 moxe Oytu oOMexeHe s JITed MpernyOepTaTHOTO BIKY Ta JOPOCIHX, SKi
npuiiMarOTh 3aMICHY Tepamiio s ToHaa. Tpuae d¢asza 1/2 BunpoOyBaHHS
abiparepony amertary y npemnyoeprataux miteit 3 BI'H3 (NCT 02574910). ¥V mux
HOBHX MIJX0JaX JIKYBaHHS MOJISITa€ B HOpMaTi3allii pocTy 1 po3BUTKY y AiTeit 3 BI'H3
nUIIXOM 3HMKEHHA BIUIMBY ['K.

I'opMon pocTty i npenapartu, o CPUSIIOTH POCTY

VY noenHaHHI 3 MONIEPEAHBOIO BEpCi€to 1uX HacTaHoB (186) Oyio miAroToBIeHO
CUCTEMAaTHUYHHI OTJIS]] Ta METa-aHalli3 3pOoCTy Aopociux ocib 3 knacuunoro BI'H3, siky
J1arHOCTOBAHO 70 S-pivyHOro Biky. 3 1016 omy6ikoBaHMX 3BITIB JUIIIE 35 BiIMOBiTAIH
KpUTEPISIM TPUUHATHOCTI [ BKJIIOYEHHS J0 aHamizy. Bci BoHu Oynu
oOcepBalliiHUMHU  JOCIIDKCHHSIMA 3 METOJOJIOTITYHUMH OOMEXKCHHSIMH 1 JyXKe
HU3BKOSKICHUMHM CBIIUEHHAMH. 3HOBY K TaKd, OUIBIIICTh TMAIi€HTIB Oynu
J1arHOCTOBAHI /10 €pY HEOHATAITHOTO CKPUHIHTY, MEHIIIE TTOJOBUHH TOBIJOMHIIIN PO
CepeaHii BiK TIarHOCTHKH A0 | pOKYy, 1 OUTBIIICT 3 HUX HE HAJAIU JACTAICH MO0 /103
I'K. O6'ennani qaHi CBiq4aTh MPO CKOPUTOBAHUN JOpOCHHii 3picT Ha piBHI -1.05 SDS.
AnHani3 marpyn BUSBHB, 10 J0/aBaHHs 10 JikyBaHHS MK Oyio moB's3aHo 3 BUIITUM
KIHIIEBHM 3POCTOM.

Oco6u 3 HKBI'H3 Takoxx MOXyTh MaTh CKOMIIPOMETOBAHHM TOPOCIHI 3piCT,
ane nedimuT 3pocTy MeHI cyTTeBuid, HiX 3a kimacuyHoi BI'H3. Onmnak icHyrOThH
oOMexeH1 JoKa3u TOro, o iHiitoBaHHs JikyBaHHs ['K 10 nmoyaTky mybepraty mMoxke
noyinmuTy 3pict popocnoi moaunu (320, 321). HepangomizoBaHe —AOCIHIIKEHHS
npotsiroM 1-2 pokiB niteit 3 BI'H3 noka3zaio nosimniiieHy MBUIKICTh POCTY 1 Z-SCOre
3pOCTY JiJIsl KICTKOBOT'O BIKY Ha TJIi MPUHOMY OJHOTO JIUIIE TOPMOHY pocTy (n = 12)
a0o y noegnanHi oro 3 aronicroM I'HPT" (n = §; P <0,0001) ( 322). Y yoTupHagusatu
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MAIIEHTIB, SIKI OTPUMYBAJIU MPOTIroM ~ 4 pokiB ropmoH pocty 1 I'HPI' pasom i3
3arajbHONPUUHATOI0 TEpAIi€lo, BiIMIYEHE NOJINIIEHHS xopocioro 3pocty (+1,1
SDS) (323) nopiBHSHO 3 icTOpuuyHUMU KOHTpossiMu 3 BI'H3, siki oTpumyBanu TiibKu
3aranbHONPpUHATY Teparnito (SDS —0,4 npotu —1,4, P = 0,01). JlikyBaHHs aHajoramMmu
I'aPI" 36inb11ye nopocauii 3pict aireit 3 BI'H3, y skux po3BUBaeThCs HEHTPATbHUN
nepeayacHuil crateBuil po3BUTOK (324). XKoaHe paHaoMizoBaHE AOCHIIKEHHS HE
BUBYAQJIO BIUIMB MOHOTepamii aroHictrom ['HPI' aGo iHribitopammu apomarasu Ha
nopociuii 3pict aiteit 3 BI'H3 1 BuacHum myGepraTom.

Taxum ynnOoM, 0co6u 3 BI'H3 MOXyTh 1OCATTH HOPMAIBLHOTO IOPOCIIOTO 3pOCTY
3aB/ISIKM pO3YMHOMY BUKOpHUCTaHHI0 cTanaaptHoi Tepamnii ['K Ta MK, a npenaparu, 1o
CHPHUSIIOTH 3POCTY, CI1J] PO3IJIAIaTH TUIBKH JJI XBOPUX, Y KUX 3pICT TeNepilHii, abo
OUIKYBaHMM 3HAYHO MEHII, HDK Y OJIHOJNITKIB, IO BHU3HAYAETHCA SK 3PICT
moHaiMenme -2,25 SDS. Mwu BucTymaemo 3a TOJAaiblIl  MPOCIEKTUBHI,
paHIOMI30BaHI Ta J00OpEe KOHTPOJIBOBAHI JOCIHIDKEHHS, 00 BHU3HAYWUTH, YU
BUKOPUCTAHHS MPenaparis, 110 CIPUSIOTh POCTY, 30UIBIIYIOTH JOPOCIUH 3pICT Y 0ci0
3 BI'H3.

AJIpeHaIeKTOMIfA
8.2. Y XBOpHX 3 BPOKEHOIO TiNepruia3iero HaTHUPKOBHUX 3aJ103 MU MIPOTIOHYEMO HE
IIPOBOJIUTH IBOCTOPOHHIO aJipeHalIeKToMit0. (2 | @ 00O0)

Hokazu

JIBOCTOpOHHSI aAPpCHAIICKTOMIsI 3MEHIITYE PU3UK BipWiIizallli y )K1HOK 1 JIO3BOJISE
3am3uTH 103U ['K. 3anepeueHHs moAo aapeHalleKTOMii 3aCHOBaHI Ha XipyprivHOMY
PU3UKY, MOXKJIMBOMY MIABUIIIEHH] PU3UKY BUHUKHEHHS! HATHUPKOBOI KPU3U BHACIIIOK
BTpaTH 3QIHMIIKOBOI (PYHKIIII HAJHUPKOBUX 3103 1 MOXKJIMBOI BTPaTH TOPMOHIB, SKi
MOKYTh MaTH CIPUSITINBHUI BIUIHB.

Cepen 18 oci6 3 BI'H3, saxi mepeHecnu ABOCTOPOHHIO aJIpPEHATEKTOMIIO, 5
NaIli€HTIB MaJIK OAHY a00 OUIbIIIe HATHUPKOBUX KPU3, a Y IBOX 3 MOJIOAIIMX MAI[I€HTIB
criocTepiraiacs TsKKa TITOTIIIKEMIsl 3 XBOPOOOIO MPOTATOM ~5 POKIB CIIOCTEPEKEHHS
(330). Bci martienTu BimMidanu cy0'eKTHBHI IepeBaru IMicis onepaitii, 30KpemMa BTpaty
MacHy Tilla, 3MEHIIIEHy MOTpe0y B 4aCTOMY MOHITOPHHTY, a TaKOX MEHII O3HAKHU 1
CUMIITOMH HAJUTUIIKY aHJporeHy. Y BOChbMH maiieHTiB (44%) micns omeparii npu
3HIDKEHHI JI03M T1IPOKOPTU30HY OYyJH MiJBUINEHI MPEKYPCOPU CTEPOImiB, IMOBIPHO,
BiJI HATHUPKOBUX 3aJIMIIKIB, III0 BUMArajio 30UIbIIEHHS 103 TiapokopTuzony. OaHak
no3u 'K Oynu HIbKuuMU TICHs aApeHaTeKTOMIl, HDXK paHilIe.

[T'aTeoM gopociuM TalieHTamM 3 cojeBTpatHor ¢opmoro BI'H3 Oymo
MIPOBEJICHO TBOCTOPOHHIO aIPEHATIEKTOMIIO 3 CEPEAHIM MEePi00M CITOCTepeKeHHS 4,2
poku (331). JIBi xBopi 3 OC3MWIAAAM TIEPEHECTH aaPEHAJICKTOMIIO 1 3aBariTHUIH
mpotssroM 2 pokiB. TproMm marieHTam OyJio MPOBEACHO aJpPEHAJICKTOMII0 Ha T
HECYMPECOBaHO1 TepaHapOreHii Ta MOTIpIIeHHI OKUPIHHA. Y BCIX TPHOX MAIIEHTIB
B110YJ10Ch 3HMI)KEHHS MacH Ti1a; OJHAK y BCIX HUX 1] 9ac CIIOCTEPEIKEHHS 3a3Havyan
MICMEHTAII0 1 HAJHUPKOBI KpU3U. AJPEHANEKTOMIS MOXE HE MOBHICTIO YCYHYTH
rinepaHApoOreHilo yepe3 MOTEHIINHUNA PO3BUTOK MYXJIUH 3 aJApEHANIOBOI TKAHUHU Yy
seukax (330), seunukax (332) ab6o 3aouepeBuHHO (333). 3 UUX NPUYMH OYATKOBUI
€HTy31a3M Bl KOPOTKOCTPOKOBOTO ycCHiXy OyB CTpUMaHUN JOBrOCTPOKOBUMU
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YCKIaJHEHHAMHU. 3BaXKyIOUM Ha BHUCOKMH PHU3UMK 3HAYHOI 3aXBOPIOBAHOCTI Ta
CMEpPTHOCTI TMiclsg omeparlii, ocodu 3 TMomepeaHIM aHaMHE30M MEIUYHOI
HEKOMIUJIAEHTHOCTI € IOTaHUMHU KaHAUIaTaMU BUOOPY ISl aIp€HAIEKTOMII.

bananc nepeesaz i wiukoou

PekoMeH1yr0un noanblli JOCIIKEHHS 3 €eKCIIEPUMEHTAIBHOI Tepanii y
nopociiux, MeToro € nominmenns QOL, 3aBIgKku miATpUMaHHS Maiixe
¢13ios10r1YHOTO TOpMOHaNLHOTO Oanancy. [logo aiTei, koMiTeT 3 HANTMCAHHS
HacTtanoB npuiisiB BeJIMKe 3HaYEHHS 3MEHILEeHHIO BIuMBY Hauiky ['K Ha picr,
IMT i kapaiomeTabosiuHi yCKIaJHEHHS.

Hocaigkenns aedinuty agpeHaniny

Mu BuCTyNaeMo 3a JOJATKOBI JOCHIKEHHs 1MOA0 AehIUTY aApeHATIHY B
pearyBanHi Ha ctpec. Ocobu 3 kmacuunoro BI'H3 wmarote anpeHomenynsipHy
HEJOCTaTHICTh, OCKUIbKA ['K BIZIrpaloTh CYTTEBY pOJIb Y PO3BUTKY Ta PETyISIii
MO3KOBOi peYOBUHHM HaAHUPKOBUX 3an03 (334). [loennanua nedinuTy KopTU30dy U
aJipeHaiHy MPU3BOJUTH 10 MOPYIIEHb PETYIISIIT TJIIOKO3U, 1HCYJIIHY Ta JIENTUHY, 1110
NPOSIBIISIIOTHCS MPU KOPOTKOYACHUX BIpaBax BUCOKOI iHTeHCUBHOCTI (335, 336) Ta
TPUBAJIMX BIIpaBax cepenHboi iHTeHCUBHOCTI (337). KniHiuHi Hacmigku aedinury
aJipeHaJIiHy He MOBHICTIO BIIOMI, ajie BiH, IMOBIPHO, CIIPUS€E PUZHUKY TIMOTTIIKEMIT i
gac (eOpUIbHUX 3aXBOPIOBaHb, OCOOJMBO y AiTel Mojoxamoro Biky (211, 338).
3aMinieHHs a00 TOMOBHEHHS A0 aJpeHaIiHy HE BUBUEHO.

JlokJaiHiYHi JOCTiTKEeHHS

'enna Tteparmis THMYacoBO BIJHOBWJIA HAJIHUPKOBUM cTepoimoreHes y 21-
ruapokcuias-aedinutaux mumieit (339). 3gaTHICTh BUIMIPABIATH T€HETHYHI MYTallii,
mo copuuuHaoTh BI'H3 muisixom 3acrtocyBaHHS TeHHOT Tepamii 10 BIIACHHUX
CTOBOYPOBHX KIIITUH HAJHUPKOBUX 303 JIIOAWHH, TeopeTuyHo Buiikye BI'H3 i
m030aBUTh HEOOXITHOCTI HAJIHUPKOBOI 3amicHOi Tepamii. KiitmHHI Tepamii Ta
TEXHOJIOTIsl pellaryBaHHs T€HIB MOXYTh MPEJCTABISATH HOBI BapiaHTH BUIIPABICHHS
3aXBOPIOBaHHS a00 JiKyBaHHS B MailOyTHROMY (340, 341).

9. IlcuxiuHe 3710poB'si
9.1. Jlmsa oci® 3 BpOIKEHOO TiMepIuia3i€lo HaJHUPKOBUX 3aJI03 Ta iX OAThKIB MU

PEKOMEHJYEMO TIPOBECTH KOHCYJbTAIlll Ta OIMHKY IIOJ0 TOBEIAIHKH Ta

NICUXIYHOTO 3MIOPOB'Sl JJIsi BHPIMICHHS OYyIb-IKUX MPOOJIEeM, MOB'I3aHUX 13

BPOJIKEHOTO TiMepIria3icro HaJHUPKOBHUX 3a5103. (1 | P 00)

Texniune 3aysaxcennsn: KiHinucTam ciiij naM'sTaTi, Mo 0COOH 3 BPOIKEHOIO
rinepruiazicro HaAHUPKOBUX 3aJ03 MOXYTh ONMUHUTHUCS IIiJl 3arpo30i0 PO3BUTKY
mpo0jeM TICHXIYHOTO 370pOB'S Ta MaTH HU3bBKUN TOpIr Il 3BEPHEHHS 3a
MICUXOJIOTTYHUM UM MCUXIaTPUYHUM JIIKyBaHHIM. [IpakTukyroui axiBiii 3 ICUXIYHOTO
3I0pOB'Ss TOBUHHI MaTH CHEllalibHl 3HAHHS IIOJO0 OIIHKU Ta YMPAaBIIHHS ICHUXO-
COI[IAJIbHUMHU MpoOIeMaMH, MOB'A3aHUMHU 3 BPOJKEHOIO TINEPIIA3i€l0 HATHUPKOBUX
3aJ103.
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Hoxkazu

Knacnyna BI'H3, 3 acouiiioBaHMMHM pHU3MKaMU TOTEHILIMHO CMEPTEIbHUX
EJIEKTPONITHUX KpU3 1 HACIIJKAMM TiEepaHApOreHli Ha OpraHi3M, MO30K 1 CTaTEBY
MOBEAIHKY, MOKE€ BUKJIMKATH 3aHEMOKOEHHS 1 MPEACTABISATH MpoOsieMH OaTbKkam 1
ypaxkeHuM ocobam (342). V 46, XX HOBOHAPOIKEHUX 31 3HAUHOIO MACKYIIIHI3AIIEI0
CTaTeBUX OpPTaHiB, T€HICPHE MPU3HAYCHHS CIIOYATKy BUKIMKA€ CYMHIBH, a OaThbKU
BiMuyBatoTh 1MIOK. CHJIBHO BipWIII30BaHUX HOBOHAPOHKCHUX MOXXYTh HEHABMHCHO
BU3HAYATH B YOJIOBIUiM CTaTi, 0COOJIUBO TaMm, 1€ TPAIAUIlis CUIIBHO CIPUSIE YOJIOBIKAM
(343, 344). Sk TiIbKM Take BU3HAYEHHsS Oylio 3po0JIeHO, Meperysa Moxe OyTu
ckiagauM (345). 3 ypaxyBaHHSIM JaHUX 100 TapHOi ajanTarlii marieHTiB 13 46, XX
BI'H3, 3apeecTtpoBaHux B 4OJIOBIYiM CTaTi, 31 3HAUHOIO MACKYJIHI3AIIEI0 TeHITAIIN 1
NOTEHUIMHUMHU pU3MKaMu (emiHi3alyrouoi Xipyprii AJis KOCMETHYHOI 1 CTaTeBOi
GyHkuii (AUB. po3ait 7), AesiKi eKCepTy paasTh BpaXOBYBaTH HABMHCHO BUXOBYBAaTH
YoJIOBIKaMH HOBOHapojkeHux 3 46, XX BI'H3 3 mackymniHi30BaHUMHU TEHITATIIMU
BUCOKOTO cTyneHs (346), He3Ba)Karo4uM Ha MPUITYIICHHS PO BTPaTy (HEepTUIBLHOCTI Ta
HEOOX1IHICTh JOBIYHOIO JIIKYBaHHS aHAporeHamu. Lleit apryMeHT migTBEpaKyeEThCsS
MAacCKYJIIHI3YIOUUMHU eEKTaMU MPEHATaILHOTO HAJIUIIKY aHIPOTEHY y AiTei 3 46, XX
BI'H3, ski BuXOBaH1 XIHKaMH, Ha pI3HOMAaHITHI CIEKTPH T€HAEPHO-POIHLOBOT
noBeaiHku (347-351), mo Moke NMPU3BECTH J0 T'CHAEPHOTO ONMUTYBAHHS Ta 3MIHHOI
inenTudikamii Tpancrenaepis (352). Tum He MeHIe, OUTBIIICTE BUXOBAHUX KIHKAMU
HiTITKIB 1 fopociux 3 46, XX BI'H3, MaroTh )KiHOYY OCHOBHY T€HICPHY 1ICHTUYHICTD
1 comianbHy poib. 3 250 ocib 3 46, XX BI'H3, BuxoBaHnux xinkamu, jutie 5,2% manu
cepito3Hi nmpobsieMu reHaepHoi iIeHTHIHOCT (353).

Kiinivni BUTIaIKy, ajie He CUCTEeMAaTHUYH1 JOCIIKEHHS, 3aJTOKYMEHTYBAJIH 1HIII1
IICUXOCOIIIJIBbHI HACTIIKN aTUIIOBOTO PO3BUTKY cTtareBuX opraHi (354). Lli Hacminku
MOJIATAIOTh B YCBIAOMJICHHI HEBIAIMOBIIHOCTI MK BHIJISIIOM 30BHIIIHIX TeHITAJIM
nalieHTa 1 MpU3HAYEHOIO CTATTIO; CyNepewInBiN iAeHTU(dIKAIIT cTaTi WICHAMH CIM’T;
iBUIICHIN I[IKAaBOCTI1 IIOJI0 CTATEBUX OPTraHiB Malli€HTa Ta MOCUJICEHAa CTUTMaTH3aIlii
HIIIMMU; a TAKOX MOPYIICHH] BUTJISY BIACHUX CTATEBUX OPTaHiB, III0 MOXKE CIIPUSTH
3arajibHiii HEeBJOBOJIEHOCTI 00pa3oM BJIACHOTO Tija, 3yMOBJICHIN HU3bKUM 3POCTOM,
IIJIBUIIICHOIO Baroro i TipcyTH3MoM. Takuil JOCBIJ MOXKE TPHU3BECTH JIO BIIXOMY Bij
COIIAJIbHOTO JKUTTS, OCOOJMBO B CHUTYallisiX, IO CTOCYIOTHCS HAaroTu (KOMaHIHHUX
BUJIIB CHOPTY a00 MEIWYHUX OOCTEXKEHb), a TaKOX YHUKHEHHS POMAHTHYHHX
B3a€EMOJIA 1 CeKcyallbHMX BigHOCHH. JIusi  3amoOiraHHs  HECHPUATIUBUX
MICUXOCOIIAIbHUX HACIIJIKIB, KJIIHIYHI PEKOMEHJAIii 3 JIKyBaHHS, SK IIPaBUIIO,
BKJTFOYAJIM KOPEKIIIHY reHiadbHy XIpyprito B paHHROMY TUTHUHCTBI (peminizamis abo
MacCKYJIiHI3aIlis, 3aJIeKHO BiJl CTaTE€BOI MPUHAIECKHOCTI TUTUHU, SIK OOTOBOPIOETHCS B
po3aiai 7). 3 ommsAy Ha TOTEHIIHHI YCKIaAHEHHS Ta 3MillaHi KOCMETHYHI Ta
GyHKITIOHATBHI HACTIAKA Takoi Xipyprii (auB. po3nin 7), KilbKa Tyl aKTUBICTIB
IHTEPCEKCIB, €TUKH Ta MOCTAYaIBLHUKH MOCITYT CYBOPO KPUTHKYBAIH BCi IIi omepartii
(355-357) abo BuCTymaau 3a iX BIIKIAJCHHS, JOKH NAIllEHT MOXKE caM JaTh
iH(popMoBany 3rony (358-361). Jlesiki anBokaTH 3aKJIMKaId 10 MOPATOPiIO0 Ha Taki
orepaitii, JOKH He Oy/Ie OTPUMAHO KPAIIUX EMITIPUIHUX JaHUX PO PU3UKH T4 BUTOIA
(362). Kputuku Takox BKa3ylOTh Ha T€, III0 HEMA€E KOHTPOJIbOBAHUX CIOCTEPEIKHUX
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JOOCHIIDKeHb, fAKI O MIATBEpAXKYBalu, YW 3anolira€e TeHITaJbHA XIpypris
HECTIPUATIIMBUM TICUXOCOITiaTbHUM HACTiIKaM HEBU3HAYCHUX CTATEBUX OPTaHiB.

[Ipore onutyBanH xiHOK 3 BI'H3 nokasainu, 1110 Ou1b1IicTh pECIIOHAEHTIB OYyI1
MPUXUIIBHI 010 TeHIAJIBHOI XIpyprii 10 MIIITKOBOro Biky (281, 284, 363-365), sk 1
6ateku faiBuat 3 BI'H3 (281, 285, 366). binblie Toro, HaBITh AKIIO MAIIEHT JIOCAT BIKY
3roiM, OTPUMAaHHS CIpaBl MOIH(GOPMOBAHOI 3roJd 3AAETHCS HEPEATbHUM, SIKIIO
MalIEHT CEKCyaJllbHO HeaocBimueHuid. Ha »xamb, y Hac BIACYTHI CHUCTEMaTHYHI
MOPIBHSJIBHI JOCIIIPKEHHSI PAHHBOI 1 MI3HBOT (TOOTO MIC/sI JOCATHEHHS BIKY 3TOJIH)
reHlaJIbHOI X1pyprii, abo BUOOpPY B3arajii He MaTH XIPyprivHOro BTpyUYaHHs, 30Kpema,
I0JI0 cTUrMaTu3allii, crareBoro ynkuionyBanns 1 QOL; Takox 10ci HEBIAOMO, M
BJIOCKOHAJICHHS XipypriyHOT TEXHIKHA B OCTAHHE JICCATUIIITTS JIaCTh Kpallli pe3yJIbTaTH.
Tomy Gatbku, UMOBIPHO, MOYYIOTh CynepewnBl pekoMenailii (367). Posrnsgatoun
IUTIOCH 1 MIHYCH PaHHBOI T'€HIAJIbHOI X1pyprii, HEOOX1HO TaKOK BPaXOBYBATH, 1110 HE
OyJi0 TMPOBEACHO JKOAHMUX JOCHIIHPKeHb, MI00 MPOJEMOHCTPYBATH, IO MOTCHIIIHO
HECIIPUATINBI TICUXOCOIIaIbHI HACIIJKU TEeHJAEPHOI HEBIIMOBIIHOCTI CTaTEBHUX
Opra”iB MOXYTb OyTH TOKpamieHi TICUXOJOTIYHUM KOHCYJIbTYBaHHSIM a0o
ncuxotepamnieto. Jlikapi moBuHH1 iHGOPMYBaTH CiM'T TPO BC1 111 MPOOJIEMH 1 103BOJISATH
iM mocsArTH OOTPYHTOBAHOTO DIMIEHHS 3a JOMOMOTOIO Pi3HUX JKEpell, BKIIYAIYH
TPy CEMINHOT MIATPUMKH.

BucnoBku mromo 3arameHoi QOL y mamientiB 3 BI'H3 mopiBHsSHO 3
KOHTPOJIBHUMHU 3HAYHO BIIPI3HIIOTHCS: BiJl Kpamioro (255, 368) 10 mopiBHSILHOTO
(369-372) nmo mopymenoro (202, 284, 373-375). Ilopymenus QOL wyacrire
3YCTPIYAETHCSA Y OPOCIUX, HIK Y JIITEH, 1, B ICIKUX BITHOCHHAX, TOB'3aHe 3 OUIBIII
Tsokkumu  popmamu  BI'H3 (284, 369, 371) 1 3 MiABUIIEHUM OXXUPIHHSM,
THCYJIIHOPE3UCTEHTHICTIO 1 3aCTOCYBaHHSM IPEIHI30JIOHY abo aekcameraszoy (376).
HeBianmoBigHOCTI y pe3yapTaTax MOSCHIOIOTHCS PI3HUMU (aKTOpaMH, TaKUMHU SIK
PI3HOMAaHITHICTh CKJIaJy BHUOIPKHM, TOPMOHAJIbHI Ta XIpypriuHi CXeMH JIIKyBaHHS, a
TakoX 1HCTpyMeHTH ouiHku. Ille He po3pobneni cnenudiuni g DSD iHCTpyMeHTH
s omiHkd QOL. KoHKpeTHI BUCHOBKH IIOAO TCHXIYHOTO 3JI0POB'S Ta MCUXIYHUX
po3naiB y KIiHIYHUX BUOipkax oci6 3 BI'H3 ananoriuyno pi3HOpizHI 1 CTpak1at0Th Bil
MOPIBHSUTBHUX MeETOoJoNIoTiyHNX mpobiem (342). Emigemionoridyni mOCTiIKEHHS
HarioHabHOTO peectpy llIBemnii mokaszanu, mo kiHku Ta 4ojoBikd 3 BI'H3 mamm
MiIBUIIICHUN PU3WK OTPUMAaHHS OyJIb-SKOT0 IcuxiarpuaHoro miarHosy [OR, 1.5 (1.1 -
2.2)]. AiByata Ta xinku 3 B'H3 Manu migBummennii pu3uk peakiiii Ha eKCTpeMalbHi
cTpecoBi Ta perynsaropHi posnaau [OR, 2.1 (1.3 - 3.6)] Ta 3710BKHUBaHHS AJIKOTOJIEM
[OR, 2.8 (1.7 - 4.7)] nopiBHSAHO 3 TUMH, XTO HE MaB XBOPOOH, 3 HAWBUIIIMM PH3HUKOM
cepen ocid 3 HAWOLIBIN TSHKKKAM T'€HOTHIIOM. JIJIsl XJIOMUMKIB 1 YOJIOBIKIB BHIIIOO
Oyra 4acToTa OBiIOMJIEHB ITPO camory0cTBa Ta cipodbu camoryoctsa [OR, 2.3 (1.1 -
5.0)] i 3moBxuBanHs ankoroiem [OR, 1.9 (1.0 - 3.5)] (377, 378).

[cayroui kmiHiYHI HecTaHOBH (379-384) pekOMEHIYIOTh MUKIUCIUIUTIHAPHI
Ipynu 13 3adydeHHsIM (axiBIiB 3 MUTaHb MCUXIYHOTO 3JI0POB'S, SKI MAalOTh JOCBIA
YOpaBJiHHS TCUXOCOLIAIbHUMU MpoOiemMaMu, Xapakrepuumu juisi DSD. 3aBnanus
MOXYyTh BKiIto4YaTu (1) MeauuHy OcBiTY OaThbKiB / CIM'i, KOHCYINbTaIlli OaTbKIB/CiMEN
1[0/I0 TICUXOCOILIAJILHOTO MPOTHO3Y Ta YMNpaBIiHHSA OaThbKIBCBKUM JucTpecoM; (2)
CHPUSIHHSI IPU3HAYCHHIO CTATl MPU HAPOJKEHHI y BUIAJKAX BUPAKEHOT BipUiizalii
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CTaTeBUX OprauiB; (3) 0OrOBOpeHHs IJIIOCIB 1 MIHYCIB IF'€HIaNbHOI XIpyprii cTarti, 110
MPU3HAYEHO (HE 3 MEAMYHOI TOYKH 30PY) Y HEMOBIIAT 1 B paHHbOMY AUTHHCTBIL; (4)
KOHCYJIbTYBaHHS IIOJI0 MOTEHI[IHHOI 3MiHU cTaTi xBopux 3 46, XX BI'H3 micns
HeoHaTasibHOro mnepioay (353). BigmiueHo, 10 pPEKOMEHJOBAaHE JIIKApEM
nepernpuzHadueHHs naimieHTam 3 46, XX NOMHIKOBO BHU3HA4YEHOI1 YOJOBIYOi CTaTi B
KIHOUY, B HEOHATaJIbHOMY TMEpioJli HE BUMAra€ ICHXOJIOIIYHOTO TE€HAEPHOIO
OLIIHIOBAHHS, OCKUIbKY BUKOPUCTAHHS JIITbMH I'€HIEPHUX MMO3HAYOK MOYMHAETHCS BIJ
~ 17 mo 24 micAiB, a BIAIIOBIHE CAMOBU3HAYCHHS B CTaTl HE JOCATAETLCS IO ~ 3
pokiB (385, 386).

HonatkoBi DSD-crienndiudi MyHKTH 171 KOHCYJIbTYBaHHS MAIlIEHTIB 1 ciMel
BKJIIOYAIOTh MIATOTOBKY JO ONEPaTUBHUX BTPY4YaHb; 3aHEMOKOEHHS 100
HeaJeKBaTHOI I[IKaBOCTI abo BIiABEPTOI cTUrMartu3allii 3 OOKy IHIIMX YIEHIB CIM’i,
OJIHOJIITKIB, KOXaHI[IB a00 HaBiTh MeAMYHOro nepcoHany (387) y BiANoOBinb Ha
TEHJEPHO-HETUIIOBI COMATHYHI OCOOJIMBOCTI; TEHJIEpPHO-ATUIIOBA IIOBEJIHKA Ta
NoB'sI3aHI 3 HEWw NpobiieMH 3 COIIaJbHOI NPHUIATHICTIO; OIlCeKcyalnbHl Ta
TOMOCEKCyallbHI TSDKIHHS, SIKI Jenio BHUIN y KiHOK 3 46, XX BI'H3, ane Bce x
3anumiaioTbes B MeHmuH1 (388, 389); crareBe (PyHKIIIOHYBAaHHS; a TaKOX BIUIMB
BinacHe BI'H3 ta i#ioro nikyBanust Ha QOL. B igeani, ¢daxiBii 3 nUTaHb MCUXIYHOTO
3II0pOB'd, SIK1 MalOTh J10CBi poOoTu 3 DSD, moBUHHI KEpyBaTU TaKUMHU MPOOJIEMaAMHU
3 BUKOPUCTaHHSAM KJIIHIYHUX HacTaHOB (342, 379-383, 389-394), ocBiTHIX BeO-CalTiB
Ta JUCTAHIIMHUX KOHCYJIBTAIlIN 31 cierianictamu yepe3 [aTepHeT ado 3a TeneGoHoM.

bananc nepesaz i wukoou

Ockinbkn BI'H3 o3Hauae HasBHICTh YHCICHHUX EMOIIMHUX CTPECOpiB Ta
BUKJIMKIB I TIALIEHTIB Ta iXHIX CIMEH 13 PI3HUMHU HACHIIKAMHU JUIS TICUXIYHOTO
3nopoB'ss Ta QOL, Mu BBaxkaemo, IO MIATPUMKA IICHUXIYHOTO 3J0POB'S € I[IHHUM
JTOTIOBHEHHSIM JIO0 €HJIOKPUHOJIOTTYHOTO Ta XIpyPriuHOTO JIIKYBaHHS

10. Iiai mai0yTHIX J0CTiTKEHD

HeonaTajbHuil CKPUHIHT

- BusaauuTtn, yn MOXyTh aHamiTH, BiaMmiHHI Big 17-OHP, okpemo abo B
[IOC€AHAHHI 3 IHIMMMHU O10XIMIYHMMHM a00 T€HETHUYHUMHU TECTAaMH, MIJBUILUTH
Yy TIUBICTD 1 ClIENU(IYHICTH MPOTPaAM CKPUHIHTY HOBOHAPOKEHUX.

IIpenaTajibHe JIiKyBaHHS

- CTBOpUTH HAI[IOHAIbHI Ta MDKHAPOJHI PEECTPU TPEHATATHHO JIIKOBAHHUX
HOBOHAPOI’KCHHX.

- IlpoBomuT  AOBrOCTPOKOBI  CIOCTEPEKHI  JOCHIIKCHHS  MPEHATAITBHO
JTIKOBAaHUX  HOBOHAPO/DKEHHMX  Ta  KOHTPOJBHUX  TPYIN  TIPOTATOM
PENPOIYKTUBHOTO BIKY.

HiarnocTtuxka BI'H3

- BusHaunTH KOPHWCHICTP HOBHX TaHENEH HATHUPKOBUX CTEPOIMIB IS
margoctuku BI'H3.

JlikyBanus BI'H3

- BwuznHaunTy onTUManbHI CXeMH JIKYBaHHS 3a JIOMOMOTOI TPOCHEKTUBHHUX
JOCJIIJI>)KEHb.
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- Bu3HayaloTh KOPHUCHICTP HOBHUX CTEpOigHUX OloMapkepiB, Hampukian, 21-
J€30KCUKOPTU30Ty, 11-KETOTeCTOCTepOHY 1 TPETHEHOJNIOHY Cyabhary s
MOHITOPUHTY Tepanii.

- Kpame po3mexyBatn cuTyallii, sKi BHMaramTh <«JI03yBaHHS CTpeCy» Ta
MiHIMaJIbH1 eexTrBHI 103U ['K 17151 ynpaBiaiHHS HUMU TO1SIMHU.

Busnauntw, sk 3MiHIOETHCS TOTpeda B 'K mpoTsATroM BariTHOCTI Ta MOJIOTIB.

HKBI'H3

- UYiTKko BH3HAYMTH KPUTEPIl IIarHOCTYBAaHHS, JIKYBaHHA Ta MOHITOPUHTY
HKBI'H3.

- IIpomemoncTpyBat pu3uku Ta TmepeBaru tepamii 'K mma mosmimmeHHs
pe3ynbTatiB BaritHocTi mpu HKBI'H3.

JIOBrocTpoOKOBHMA MOHITOPHHI

- BusznHauuT oNTHUMaNBbHI PEKHMH TEPEXOAY  JOTIALY  BiI  JUTTIUX
€HJOKPHUHOJIOTIB JI0 KIIHIYHUX Ta PENPOTYKTUBHUX €HIOKPHUHOJIOTB.

- TlpoBecTr MOBrOCTPOKOB1 JOCHIKEHHS JUIS OIIHKH PHU3HMKIB CEPIEBO-
CYIMHHUX 3aXBOPIOBaHb, (POPMYBaHs MyXJWH, OE3MUIIAAS Ta IHIIUX CYMYyTHIX
3aXBOpIOBaHb y qopociux 3 BI'H3.

- Po3poOutm Ta BHOPOBaAUTH TEAECMEAWYHI MPOICAYPH I HAJICHKHOTO
SHJOKPUHHOTO Ta TICUXIATPUYHOTO JIOTJISAIY 3a TaIliEHTaMH Ta CiM'IMH, SKi
IPOXUBAIOTH Y BIIJAJICHUX pailoHax.

- OxapaxkTepu3yBaTH  JIOBIOCTPOKOBI  HACIIJKM  TEHETHMYHUX  3HaXIiJIOK
(manpuknan, cynytHboi genemii  BI'H3-tenaciuu-X) 3a  g0mOMOroro
T€HETUYHUX JOCIIKEHb, aCOLINOBAaHUX 3 KITHIYHUM (DEHOTHIIOM.

leyprm
[IpoBoaUTH AOBrOCTPOKOBI MOJANbBINI JOCTIKEHHS JUIsl OLIHKH Pe3yJbTaTiB
PI3HUX XIPYPriYHUX MIAXOAIB Y MOPIBHSAHHI 3 BIICTPOUYEHOIO omeparrieto abo 6e3
ormepariii.

- Ha BigMiHy Bij IHITUX BPOJKEHUX MATOJIOTIH CEYOCTATEBOI CHCTEMH, TAKUX SIK
ekctpodis cedoBoro mixypa, prune belly syndrome (cummpom migpizaHoro
KUBOTA) 1 3aJHl ypeTpajibHI KJallaHW, 4YacTOTa BUHUKHEHHS aHOMAaii
ypOreHITaJIbHOTO CHHYca, nop's3ana 3 BI'H3, He 3menmmnacsa. Takum duHOM,
ICHY€ TocTiifHa moTpeda B OTpUMAaHHI HAYKOBO OOTPYHTOBAaHUX PEKOMEHIAIlIN
Uit Xipyprigdoro jikyBanHs BI'H3, Bxitouaroum ineanbHI TEPMIHU Omepairii,
XIpypriuHy TEXHIKY, pU3UK HETPUMAHHS Ce4l, PU3UK JOJJaTKOBOTO XIPypPri4HOTO
BTpy4YaHHS (HANpPUKIAN, KOPEKis BariHaJbHOTO CTEHO3y IIPU CTaTEBOMY
703piBaHH1), pU3MK BTPATH CTaTeBOI PYHKIIIi Ta oOcAT Xipyprii KiiTopa.

ExcnepuMenTanbHa Tepamisi

- Po3poOutw HOBI MiAX0IM 110 JTIKYBaHHS, K1 MiHIMI3yt0Th BIUB ['K.

- Jlami BU3Ha4YaTH KIHIYHI HACTIAKHU AeDIINATY aapeHaTIHY.

Ilcuxiune 3m10poB's

- Po3pobOutu Ta 3aTBepauTH OO0AATKOBI 1HCTpymMeHTH st ouiHku QOL 'y
MaIi€eHTIB (Ta iXHIX CIMEM) IS MOJIETIIeHHS OIIHKK MOTOYHOI Ta MaiOyTHBOT
Tepartii.

METOAOJIOI'TA
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YyacHUKH

Komirer 3 HanucanHs ckiagaBcd 3 10 ekcnepTiB 3 BMICTY, SIKI MPEACTaBISUIH
TaKl CMEiaIbHOCTI: €HJAOKPHUHOJOTIS, AUTS4a ypOJIOTis Ta MCUXoJioris. /[Boe uneHiB
KOMITETY JOJAJIM MIKHAPOJHY MEPCHEKTURY MO0 1iel Temu. KoMmiteT 3 HanmucaHHA
TaKOX BKJIIOYUB METOJI0JIOTa KITHIYHUX MPAKTUYHUX HACTAHOB, SIKU OYOJIUB TPYIY
JOCHIAHUKIB IIOAO MOPIBHSJIBHOT €(PEeKTUBHOCTI, AKI MNPOBOAWIM CHUCTEMAaTHUYHI
OrJISIAM Ta MeTa-aHali3u. MeToloNor TakoX 3/1MCHIOBAB HArJis]l 3a 3aCTOCYBAHHIM
MerononoriyHoi ocHoBu GRADE nns k0kHOI pexomeHAaallii, BKIOYAalOYd OLIHKY
AKOCT1 IOKA31B 1 CUILYy PEKOMEHAIIIM.

IIpouec po3BUTKY HACTAHOB

[Tporec po3pobku Kiiniunnx HacranoB EnokpunHoro ToBapucTBa MoeIHYE B
co61 enementu rpanamii GRADE (395) 3, konu 1e mopedHo, MIAXOAOM, SIKHM
BBAYKAETHCS BIATIOBIIHUM ISl PIAKICHUX €HJIOKPUHHUX 3aXBOPIOBaHb, /1€ HAYKOB1 JJaH1
oOMexxeHl abo BiACyTHI. ToBapucTtBO 3actocoBye Kpoku B Mexkax GRADE nnsa
JTOCJIJDKEHHSI TUTaHb, JIJIS IKUX ICHY€E JIOCUTh 0araTto 3HaHb HU3BKOI IKOCTI a00 BHUIIE
(muB. Tabmuiro 6). Y mux curyanisx GRADE Hagae MeTom0M0TIUHY 1 CTATUCTUYHY
TOYHICTh, IO TPHU3BOJUTH A0 HAAIMHUX pPEKOMEHMAAIlll, sKi KIacH(pIKyIOTbCS 3
BUKOPHUCTAHHSIM SIKOCTI JIOKa31B 1 CUJIM peKOMEeH1allii, sik onucaHo Guyatt et al. (396),
a TaKoX TpejacTaBieHi rpadiuno B Tadmuili 6.

Taoauus 6. Knacudikauisa pekomenaauiii HacranoBu GRADE

. . . . . . Jy:xe HU3bKA
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. o Hyxce cumoni| o doasu 3 Odepexmanu | Hyorce  Henpami
Omnmuc gokasiB ookasu 3 . ooxasu 3
Heynepedaicenix Heynepeaqffenux o Jlesxi OOKg?u 3 obcepsayiiini
obcepeayiiinu 06cepeaulunux o6cep§auluﬂu SoenidmceHs
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00CNIONCEHD
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PKJI - pannomizoBaHi KJIIHIYHI TOCTIHKEHHS
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Sxuo nokasu BKpail oOMexeH1 Ta / a00 He CUCTEMAaTHUYHO aHaJI3YyIOThCs, MU
HaJaEMO PEKOMEHAllli Ha OCHOBI €KCHEPTHOrO Orjsiay oOmexeHux naHux. Llei
MPOIIEC € MEHII CUCTEMaTUYHUM, HiK MeTononoriuHa ocHoBa GRADE; oxnak i
pPEKOMEHAIIi TAKOXK YITKO KJIACU(DIKYIOTHCS 3 BAKOPUCTAHHSAM CUCTEMU KiIacu(ikaiii
GRADE.

Hesiki 3 HactanoB ki1iHIYHOT TpakTUKU ToBapHcTBa TaKOXK BKIIOUYAIOTh B ceOe
HekJacu(dikoBaHl TBEpIKEHH NHpo 100py mnpaktuky (397). Lli HeknacudikoBaHi
KJIIHIYH1 HACTAHOBU MOKYTh BKJIFOUATH €KCIIEPTHI CBITYEHHS 11100 TFapHOi IPAKTUKH,
MOCWJIAHHS Ha peKOMEH 1allii, 3p00JIeH] B 1HIIUX KEPIBHUX HACTAHOBAX, 1 3ayBaXKEHHS
1010 MPOPLIAKTUYHOT IONOMOTH Ta CIUIBHOTO MPUHHATTS PIIICHb.

PexomMeniaiiii HACTaHOBHU MICTSATh B cO01 BIAMOBIAHY MOMYJISIiI0, BTPYYaHHS,
NOpiBHSHHSA 1 pe3ynbrar. Konum HeoOXigHI moAanblll  PO3'ICHEHHS OO
BIIPOBA/PKEHHS, MU BKJIIOYAEMO TEXHIUHI 3ayBa)K€HHs. BOHM HagaioTh J10JaTKOBY
iHpopMaIlilo, TaKy SK TEPMIHHM, BCTAaHOBJICHHS, PEKUMHU J03YBaHHS Ta HEOOXIAHI
3HaHHs. YCl peKOMEeHJallii CYIpPOBOIKYIOTECS pe3loMe JI0Ka3iB, sIKi JIeKaTh B HOTO
OCHOBI1. ABTOPH MOXKYTb TaKOX BKIJIFOYaTH KOPOTK1 BUCJIOBIIOBAHHS IIOJ0 IIIHHOCTEN
Ta ynojo0aHb Malfi€eHTiB, OanaHCy mepeBar Ta MIKOAM, a TAKOXK JYMKH MEHILIOCTI, 1€
1€ IOPEYHO.

Jlonatok A

Pecypcu 111010 HeOHATAILHOTO CKPUHIHTY:
http://www.babysfirsttest.org/newborn-screening/conditions/congenital-adrenal-
hyperplasia

Pecypcu oo kmiHIYHUX gociimxkeHb 3 BI'H3:
http://clinicaltrials.gov/ct2/results?term=congenital+adrenal+hyperplasia

Pecypcu mu1s mariieHTiB 1 CIMEH:

https://www.caresfoundation.org

https://www.cc.nih.gov/ccc/patient _education/pepubs/BI'H3.pdf

Bineo memoHcTpalii HEBIIKJIAAHOT BHYTPIITHBO M’ S30BO1 1H’ €KIIIT TIPOKOPTU3OHY:
https://www.youtube.com/watch?v=moSz5Z0TJFE



http://www.babysfirsttest.org/newborn-screening/conditions/congenital-adrenal-hyperplasia
http://www.babysfirsttest.org/newborn-screening/conditions/congenital-adrenal-hyperplasia
http://clinicaltrials.gov/ct2/results?term=congenital+adrenal+hyperplasia
https://www.caresfoundation.org/
https://www.cc.nih.gov/ccc/patient_education/pepubs/cah.pdf
https://www.youtube.com/watch?v=moSz5ZoTJFE
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