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BporkaeHHana AnCOHYHKUMA KOpbl HaAMOYEUYHWUKOB
(BAKH) — 3aboneBaHune, cBA3aHHOE C HapyLUEHMEM
pPaboTbl HAANOYEYHUKOB.

HagnoyeyHMKM — napHble opraHbl HE6ONbLINX pPa3-
MepOB, Pacno/IoXKeHHbIE HaZ NOYKaMu, YTO U onpeae-
NnAeT Ha3BaHWe. PaboTa HaAMNOYEYHUKOB perynmpyert-
€S MO3rom (rMnodM3om 1 rMnoTasnamycom).

90% cny4yaeB BAKH cBA3aHbl ¢ HapyweHnem pabo-
Tbl pepMeHTa, KOTOpPbIX Ha3biBaeTcA 21-rmapoKcuna-
3a. 9TO NPOMCXOAUT M3-3a PA3HbIX MyTauun B FeHe,
KOTOpPbI oTBeYaeT 3a paboTty pepmeHTa.

To ectb BAKH — 310 reHeTnyeckn obycnoBneHHoe
3abonesaHue!



HagnoyeyHMKN COCTOAT N3 2 OCHOBHBbIX yacten:

* BHYTPEHHAA YaCTb — MO3rOBOW CJIOW, FAe Bbl-  * HAPYXHbIN C/IOM — KOPKOBOE BeLLecTBO,
pabaTblBalOTCA afpPeHanNH 1 HOpPagPEeHaNH; MMEHHO TaM BO3HMKAlT HapyLlleHus,
3Ta ¢yHKUMA npu BAKH He HapyweHa; npuBogsawue K passutuio BOKH.

Ha,CI,I'IO‘-Iel-IHMKM 30HbI KOPKOBOTO BeLWleCTBa

KopKoBoe BeLlectso
CeTtyaTan 30Ha

lMy4yKkoBaA 30Ha
Mo3rosoe BeLLecTBo
KnybouykoBas 30Ha

KnyboukoBas — 15%, nyykoBasi — 75% v cetyaTas — 10%.

PucyHok 1. CtpoeHune Hagno4ye4yHuKa



KopKoBoe BelLecTBO COCTOUT 13 3 cioeB (KNyHOUKOBbIN, MYyYKOBbIV U CETYATBIN).

B KarKAom M3 cnoeB MyTEM CAOXKHOFO, MHOTO3TaMHOro MPOLLecca M3 XonecTepuHa BbipabaTbiBatoTcA
onpeaeneHHble TOPMOHbI (CTepounabl).

B KopkoBOM BelLecTBe BblpabaTbiBatoTcs 3 rpynmnbl rOPMOHOB:
e KopTu3on,
° aNbJOCTEPOH,

° aHAporeHbl (My>KCKre NonoBble FTOPMOHbI).

XonectepuH

StAR-6enok

17, 20-nnasa

17-rmapokcmnasa
MNperHeHONOH 17-ruppoKcmnperHeHoNoH
3p-reax 3p-reax

3p-rca*

17-rmapoKkcunasa 17, 20-nnasa
MporecrepoH 17-ruppoKcunperHeHoNoH AHApOCTEHAUOH
21-rnpgpokcmnasa 21-rnpgpokcmnasa
[Le30KCMKOPTMKOCTEPOH \ lectoctepoH
11B-rmapokcmnasa 11B-rmapoKkcmnasa CET'-IaT;ﬂ 30Ha

KopTtukocrepoH  Kopmzon
v

MyuyKoBan 30Ha

*3B-ICA — 3B-rmgpoKcmcrepongaernaporeHasa

AnbpoctepoH
v **NIMA — aernapoannaHapocTepoH

KnyboukoBas 30Ha

\ /

PMCYHOK 2. Cxema cuHTE3a CTePOUAHbIX TOPMOHOB KOPbl HAAMNOYe4YHUKOB



KOPTU30/

MoAaaepMBaeT OCHOBHbIE }KU3HEHHbIE PYHKLMK OpraHM3ma U perynmpyet paboty
NPaKTUYECKM BCEX CUCTEM OPraHM3ma: KpoBoobpalleHne, OTBET Ha CTpecc (B TOM yuc-

ne npu nHGeKUMn, TpaBme) U1 MHOroe Apyroe.

Ecnv ypoBeHb KOPTU30/1a B KPOBM HEAOCTATOMEH A1 HOPMa/ibHOM PaboTbl OpraHums-
Ma, 3TO PaCcnNo3HaEeTCA rMnoTanamMycom, CUrHaA nepeaaeTcs runodumsy, U B Hem HauMHaeT
BblpabaTbiBaTbCs aAPEHOKOPTUKOTPOMHbIN ropmoH (AKTT), KOTOpbIi AeNCTBYET Ha Kop-
KOBbII C/I0M HAAMNOYEYHMKOB — NPOUCXOAMUT «MPUHYAMTENbHbIN» BbIBPOC KOPTU30a.

Koraa ypoBeHb KOPTU30/1a B OpraHM3me AO0CTUraeT HOPMbl, CTUMYAALUUS rnodmsa

yMeHblaeTca u BbipaboTka AKTI cHUrKaeTcA.

Takum 06pa3om opraHn3m aganTUPYETCA K CTPECCOBbIM haKTopaMm.
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ANbAOCTEPOH

OTBeyaeT 3a noaaep’kaHMe B OpraHM3mMe HOPMaJIbHOTO YPOBHA 3/1EKTPOIMUTOB,
B YaCTHOCTU, Kanns U HaTpUS.

Aﬂb,CI,OCTepOH UrpaeT oOCHOBHYIO POJib B NnogAaep*XaHUU HanMVI-KaﬂMEBOFO 6anan-
Ca B OpraHn3ame: OH yaep>XmnBaet NMOHbl HAaTpUAa U CI'IOCO6CTByeT BbiBEAEHUNIO NOHOB

Ka/nAa, Tem CamMbimMm nogaepxnead BHEKNETOUYHbIN 0bMeH BeEUWLEeCTB U apTepUnaabHoOeE
AaBneHume.
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dopMyna anbaoCTeEPOHA




AHAPOTEHDI

AHaporeHbl — cbopHOe HasBaHWe rpPynmnbl FOPMOHOB, OTBEYaloLWMX 33 GOPMUPOBa-

HNe MYyXCKNX Ka4yeCTB OpraHnM3ma.

Bblpa6aTbIBa}OTCFI B HaANOYEYHMKAX KaK Y MYXKUYUH, TaK U Y XKeHLWKWH. BanatoT Ha pe-

NPOAYKTUBHOE 340P0OBbE.

B rpynny aHAporeHoB BXOASAT HECKO/IbKO BMA0B FOPMOHOB, CaMbll U3BECTHbIM U3 KO-

TOPbIX — TECTOCTEPOH.

KOHUEHTpauusa sTUX FOPMOHOB BapbUPYETCA B TEYEHME BCEWN KU3HU, MPUUYEM Y KEH-
WMH YPOBEHb MYMKCKUX FOPMOHOB, OT/IMYALOLLMIACA OT HOPMbI, CNOCO6EH BbI3bIBaTb Ce-

pbe3Hble NoJioBble AUCHYHKLUN.
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Taknum obpasom, nog, AencTBMeM PasInYHbIX GEPMEHTOB M3 OAHOIO U TOTO € UCXOAHOro
cybcTpaTta — Xo/1lecTepmHa — NoJly4atoTcA COBEPLLIEHHO pasHble BELecTBa.

Ecam xoTa 6bl 0OaMH pepMeHT paboTaeT HeNpPaBUIbHO, HAPYLIAETCA CUHXPOHU3ALMA PaboTbl
Kopbl HIM — pa3suBaeTcs ANCPYHKLMUA KOPbl HAANOYEUHUKOB.

B Hopme BCe ropmoHbl O6pa3OBbIBaIOTCF| Haano4Yye4yHMKammn CUHXPOHHO B KOJIMYECTBAX,
HeO6XOﬂ,VIMbIX AanAd aAeKBaTHOVI pa60Tb| opraHnama.

XonectepuH
'mnoous

KopTtuson [ AnbpocTtepoH AHAporeHsbl
(conb-
334epK1BalOLLUNA

TOPMOH)

PucyHoK 3. Cxema pyHKLLMOHUPOBAHUA KOPbl HAANOYEYHUKOB 340POBOr0 Ye0BEKA



Mpu AUCOYHKUMM KOpbl HAAMOYEYHUKOB, TO €CTb MPU HAPYLIEHUM CUMHTE3a KOPTU30/a
(nnn KopTU3oNna + aNbaoCTEPOHA) M3-32 HEAOCTATOYHOCTM pepmeHTa 21-rMapoKcKnasbl No me-
XaHU3MY OTpuLATEIbHOM 06paTHOM cBA3M M3ObITOK AKTI cTUMYyNMpPYEeT KOPKOBbIM C/1I0M HaAno-
YEeYHMKOB, YTO BbI3bIBAET €€ rMnepnnasmio (paspacraHne 31eMeHTOB TKAHM).

Mpn 3TOM M3-33 PepMeHTAaTUBHOIO 6/I0Ka Ha NyTWU CTEPOMAOreHe3a HaKanAMBatoTCA Npea-
LWEeCTBEHHUKM KOPTU30/1a U aHAPOreHoB, NyTH 06pa3oBaHMA KOTOPbIX He 3a610KMPOBaAHDI.

XonectepuH

f'Mnodwus

2L

(conb-
3aJepKnBaoLLMi
rOPMOH)

g /,
KopTtunson @ AnbaocTepoH AHApoOreHbl

PucyHok 4. Cxema ¢pyHKLMOHUPOBaAHUA KOpbl HagnovyeyHukos npu BAKH
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O6bI4HO aHApPOreHbl He cNOCObHbI CyLLEeCTBEHHbIM 06pa3om BAMATL Ha 340p0-
Bbe U PENPOAYKTUBHYIO QYHKLMIO MKEHLWMHbI, MOCKONbKY UX COAepKaHue B opra-
HM3Me o4yeHb HM3Koe. COoM NPOUCXOAAT NPU rTMNepPaHAPOreHnn, Koraa y KeHLwm-
Hbl 06pa3yeTcs CAUWKOM Mano pepmeHTa, cnocobHOro NpeBpalaTh aHAPOreHbI
B I/TIOKOKOPTUKOUADI.

Mpn BOAKH BO3HMKaeT HeaocTaTok 06pa3oBaHMA B OpraHU3me KopTU-
Q 30/1a U B pAfe CayyvyaeB — a/ibAOCTePOHA, a aHAPOreHbl CUHTE3UpPYOTCA
B OpraHu3me B NOBbILLEHHOM KOAMYecTBe.

Mpn HU3KOM ypoBHe KopTu3ona y naumeHTtoB ¢ BAKH nosbiwaetca yposeHb
AKTT, KOTOpbIM NbITAETCA CTUMY/IMPOBATb PaboTy KOpbl HAANOYEYHMKOB, BO3HUKA-
eT pa3pacTaHue (rmnepnnasuna) TKaHM HaANOYEYHUKOB.



MN36bITOK AKTT

cTumynumpyet Bonblunin puck
andoysHoe OMNyXoNn Hag-

yBesmyeHve NoYe4yHNKOB
HaAMNOYeYHNKOB

Mpn3Haku runep-
naasuu npm
KT-uccnepgoBaHum

YBe/NiMyeHHble Haano-
YEeYHMKM NPoayLMNpYIOT
M36bITOK aHAPOreHOB,
onpenensis CMMNTOMblI

PucyHok 5. Cxema runepnniasmm HagnoyeyHukos npu BOAKH
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Knaccnpukauma BAKH

Knaccnueckaa popma BAKH - 3TO0 npakTuyeckn nonHoe HapyweHue paboTbl
bepmeHTa. lnarHoCcTmpyeTca C poXXaeHUs.

B Pecnybnnke benapycb ¢ 2023 roga BBeAEH CKPUHUHT HOBOPOXKAEHHbIX Ha AaH-
Hoe 3aboneBaHue.

Knaccmnuyeckas ¢opma b6biBaeT ABYX BUAOB:

 BupwunbHaa BOKH - pednunt KopTaona npu HopmanbHOM 06pa3oBaHNN anbho-
CTepoOHa (BblpakeHHOEe yBeNMYeHne aHapPOreHoB);

e conbTepsowas BAKH - pednunt Koptmnsona + aednuymnt anbgoctepoHa (Bbipa-
»eHHOoe yBeNnyeHne aHgporeHos).

Y HOBOPOXAEHHbIX C conbTepaAtoLLen popmon 6e3 neyeHna BO3HUKAET CHUKEHUE
anneTuTa, NoTeps Beca, PBOTa (conbTepaAwLmne Kpusbl). Y HOBOPOXKAEHHbIX AEBO-
Yyek u3-3a HenpasuabHoM paboTbl HIM 1 06pa3oBaHMa BOAbLIOrO KOAKMYECTBA aHAPO-
reHOB M3MEHSIOTCS HapPY)KHble NOJIOBbIE OpPraHbl MO MYMKCKOMY TUMy, 4To Tpebyet
B pAAe C/y4aeB NPoOBeAEeHUA NIACTUYECKUX OnepaLni.



Mpu BUpUAbHON popme He BbiBaeT CONbTEPAIOWMX KPM30B. Y AEBOYEK ECTb NPU-
3HAKM HapPYLEHUN HAapYKHbIX NONOBbLIX OPraHoB. Y Ma/sibiMKOB B Bo3pacte 2—4 net
BO3HMKAOT NPU3HaKM BbICTPOro pocTa M NONOBOro co3peBaHus. et 6e3 neveHun
CHa4ana onepeXKatoT CBEPCTHUKOB B POCTE, HO aHAPOreHbl cnocobcTBYOT BbiCTPOMY
3aKPbITUIO 30H POCTa B KOCTAX, U POCT NALMEHTOB OCTAETCA HU3KUM.

Heknaccnuyeckaa ¢opma BAKH — npy HenonHom HapyLweHnn pepmeHTa BO3HMKa-
eT n3bbIToyHoe 06pa3oBaHMe TONbKO aHAPOrEeHOB, a KOPTM30J1 1 aNbJOCTEPOH —
B HOpMe.

[AnarHoctTupyetcs y MOJIOAbIX KEHLWWMH MAM NOAPOCTKOB Npu obcnenoBaHum
Ha NpeAMeT HEPEerynapHOro MeHCTPyabHOro LMKAA NN U3BbITOYHOTO OBOIOCEHMUS.
Y MY»KUYMH 3TO COCTOAHUE HE BbI3bIBAET HUKAKUX KNNMHUYECKUX MPU3HAKOB M He Auna-
rHOCTMpYeTCS.

13



14

OunarHocTuka u obcnepgosaHue

OwnarHo3 BAKH cTtaBUTCA HAa OCHOBaHMW KOMMJIEKCHOrO ob6cnenoBaHMA, BKAKO-
YaloLLLEero nccaeaoBaHue ypoBHA rOPMOHOB (B psge ciydaes — Ha npobe ¢ AKTI),
reHeTuyecKkoro aHanmsa Y3U, KT/MPT.

OnHammnyeckoe obcnegoBaHmMe B3pOC/AbIX NALMEHTOB, Kak NpPaBunao, NPOBOAMUT-
cAa 1-2 pasa B roa.

Heobxoanm 06a3aTesibHbIN CKPUHUHT OCN0XKHEHUM 3ab01eBaHNA M OLEeHKa BO3-
MOXHbIX NOBOYHbIX AENCTBUIN NPU NPOBOANUMON Tepanuu (COCTOAHME Kenyaou-
HO-KULWEYHOro TpakTa, HabatoaeHue opTabMON0ra, FTMHEKONOTMYECKOEe U aHAPO-
niormyeckoe obcnegoBaHue).
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JleyeHue

[eTtn n B3pocable ¢ Knaccuyecknmm popmamm BAKH aonKHbl NOXKU3HEHHO Ne-
ynTcAa TabnetTkamu, cogepiKalMmm KOPTU30/, — TNHOKOKOPTUKOMAAMMU, KOTOpble
noaaBAsatoT U3bbITOYHYIO BbipaboTKy AKTT.

lMpu NoCcToAHHOM fle4yeHnn Hopmanusyetca yposeHb AKTI u aHaporeHoOB B HaA-
NoYeYvyHuKax, 1, cnefoBaTeIbHO, HOPMAJIM3yeTcA YPOBEHb KOPTM30/1a B KPOBMU.

Mpu conbTepsatolLen popme 3aboneBaHMA 4ONONHUTENBHO Ha3HAYaKOTCA Npena-
paTbl aNbA0OCTEPOHA.
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KopTnson BaxkeH oA opraHnama B NtobObIX CTPECCOBbIX CUTYaLMAX:

npu 3aboneBaHUAX, TPAaBMAX, ONepPaTUBHbLIX BMeLLATENbCTBAX U Ap.

Q A npu BAKH He nponcxogMT HopMasibHOro o6pasoBaHMs KOPTU30Na, No-
3TOMY B CTPECCOBbIX CUTYaLMAX HEOOXOANMMO YBENMUNBATb [,03Y [/IOKO-
KOPTMKOUA0B. MOXHO BBOAUTb X BHYTPUMbILWIEYHO WU BHYTPUBEHHO.

YeTKuit anropuTm AencTBUA A0/IKEH AaTb Nevallmii Bpay NnauymeHTa.

MaumeHTKN ¢ Heknaccmyeckon ¢opmon BAKH TpebytoT nHanBMAYyanbHOro noa-
xoAa. Y 601blIMHCTBA NALMEHTOK r/1aBHaA *Kasioba — M3ObITOUYHbIA POCT BOJIOC HA
Tene, NPU 3TOM MEHCTPYa/ibHbIA LMK MOXET 6biTb HOpMaibHbIM, U Becnioaua
MOXKET He bbITb. B TakKMX cayyanx peKomMmeHAyT UCNOb30BaTb Pas/INYHbIe METOAbI
anunaLMn.

Ecnau e y nauneHToK ecTb npobnembl € 3a4aTUeM MAN BblHAWMBAHUEM bepe-
MEHHOCTU, NPUCYTCTBYIOT HapyLLEHUSs MEHCTPYaNIbHOTO LUMKAA, TO Ha3HavyaeTcs ne-
KapcTBeHHaA Tepanua (MMIOKOKOPTUKOUAbI UK OpaibHble KOHTPALLENTMBbI).

NHanBuayanbHblie A03bl NpenapaToB noabupaeT sHAOKPUHONOT NOA KOHTPO-
NleM pe3y/ibTaToB ropMOHa/IbHbIX aHa/IN30B.



HacneacrBeHHOCTb

Y B3pocsbix naumeHToB ¢ BKH BO3HMKaOT BONPOCHI, CBA3aHHbIE C BO3MOXHOCTbIO Ha-
cnefoBaHuA 3ab6o0n1eBaHNA UX AETbMMU.

Mpn cAnaHUKM cnepmaTo3onaa U MaTePUHCKON ANUEKNETKM GopmupyeTca reHom nJo-
Aa. Kaxkgaa KneTka naoaa cogepykut 23 napbl XpOMOCOMbI, MPM 3TOM OfHA XPOMOCOMa
M3 Napbl — OT MaTepwu, Apyraa — oT oTua.

BonesHb pasBMBaeTCcA B TOM C/ly4ae, ecim 2 XPOMOCOMbI COAEPXKaT NOBPEXKAEHHbIN reH
(2 myTauuun). Ecnm BbisiBneHa Tonbko 1 myTtauma (noBpexKaeH reH ogHON XPOMOCOMbI), TO
TaKOe COCTOSIHME Ha3bIBAaETCA «340P0BbIN HOCUTE/NbY.

PaccmoTpuMm cuTyaumio, Korga B CynpyrKecKkoi nape oguMH u3 naptHepos 6oneH BAKH.
3aboneBaHne HacneayeTca NO ayTOCOMHO-PELLECCMBHOMY TUMY. KAYyTOCOMHO-» rOBOPUT O
TOM, YTO reHbl, B KOTOPbIX NPOUCXOAAT MyTauMn, HAXOAATCA He B MOJOBbIX XPOMOCOMAX,
NO3TOMY BEPOATHOCTb PA3BMUTMA NATONOIMMM HE 3aBMUCUT OT nona pebeHka. «PeLeccnBHbIN»
03HAYaEeT, YTO MYTaHTHbIN reH 6onee cnabblii NO CPAaBHEHMIO CO 340PO0BbIM.
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boneH
Hocutenb

3p0pos

(100%] EAEA (100%]
[ 25% | 25%
EAEA EAEA
EA
(100%] EAEA (100%]

PucyHok 6. Cxema HacneposaHua BOKH

B cnyuae, ecnmn gpyroi napTtHep
340p0B, TO pebeHKy nepepacrtca
TONbKO 1 reH ¢ myTtaumen — un pebe-
HOK byaeT 3g0poB. Ecam naptHep
ToxKe 6oneH BAKH wnn ssnaetcs
3[10PpOBbIM HOCUTENEM, TO BOSMOXK-
Ha CUTyauuma poxKaeHua pebeHka
c BAKH.

CoOTBETCTBEHHO, TakKMm  Cy-
npyXeckMm napam Heobxoanma
KOHCYNbTaLuMa reHeTuka u obcne-
A0BaHMe napTHepa Ha npegmer
MyTauum B reHe ¢epmeHTa 21-ru-
ApPOKCUNasbl.



NMcuxonornyeckaa nomoulb

3abonesaHune, 6e3ycNOBHO, ABNAETCA CTPECCOM A5 Y/IEHOB CEMbU N B3POC/bIX
nauveHTos. CneunanmsmpoBaHHaA NCUXO0TMYECKaA NOMOLLb BO MHOTMX CTPaHax
ABNAETCA HEOTbEM/IEMOM YacCTbto PaboTbl ¢ naumeHTamm ¢ BAKH.

BAOKH — 3aboneBaHue, nogpatouweeca nedyeHuto. Npu ageksaTHoMn

Q Tepanunm U KauecTBeHHOM HabnwaeHUn nauueHTbl BeayT 06bIYHbIN

06pa3 KU3HU: NONHOCTbIO COUMAZIbHO aAANTUPYIOTCA, NOAYy4YaloT
obpasoBaHue, cO34al0T CEMbMW, BOCMUTLIBAIOT AETEN.
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