KAnMHUMYecknm cnydam Ne21
‘lonHaa popma CMHAPOMA aHAPOreHHOW
ne3ncTeHTHoCTU. E34.5




BBeaneHume

bonbHaa N., 41 roaa, noctynmuna 8 HUU CI1
nm. H.B. CknndocoBcKoro ¢ *kanobamu Ha

60211 BHM3Y XKUBOTA.

AHaMHe3 XU3HMU:

* NPU POXKAEHUMN NO COMATUYECKOMY MNONY

OHa 6blna naeHTUGULNpPOBaHA Kak
HOBOPOXAEHHaA XEeHCKOro nona;

* poCna 1 BOCMUTbIBaACb B CEMbE KaK
NeBOYKa.

BHewHW BMA, NaUUEHTKN



AHaMHe3 3abos1eBaHuAa

e lnarHos Brnepsble OblN ycTaHOBAEH B Bo3pacTe 17 neT, Koraa nauneHTka obpaTtunaach K
Bpayy aKyLllepy-rmMHEKoNOory ¢ ¥anobamu Ha OTCYTCTBUE MEHCTPYaLUM.

e BPIbY «HMUL sHaoKpMHONOrMN» Npu KOMNAeKCHOM o0b6cneaoBaHUM Obin BbiABAEH
reHeTn4yeckni Kapuotmn 46 XY 1 noctasseH gnarHos: «CUHAPOM aHAPOreHHOMU
pe3ucteHTHOCTU (cMHApom Moppuca)».

B nepuopn c 1997 no 2019 rog 6onbHas ambynaTtopHo Habatoganach y Bpaya akywepa-
rMHeKoN0ra, HeOAHOKPATHO BbiNoAHANA Y3 opraHoB masioro ta3a, 0gHaKo OT
ONepaTUBHOrO e4eHUA OTKa3blBalaCb B KaTteropnyeckom dopme.

* B nochegHue aga roga ctann 6ecnokouTb TAHYLWME 6011 BHU3Y }KUBOTA, YYalLeHHOe
MOYEeUNCNyCKaHUe, a Npu AMHamuyeckom Y3M b6bin oTmedeH pocT AUCreHeTUYeCKux
roHag,.



Onpoc 1 ocMoTp

Mpun 6ecene c 60NbHON — CaMOOCO3HaHME, NOJI0-PONEBOE NOBEAEHNE U
NCUXOCOLMAIbHAA OPUEHTALMA KEHCKUE (3amyrKem, BOCMUTbIBAET NPUeMHOro pebeHka).

[Mpn 06BEKTUBHOM OCMOTpE: GEHOTUN KEHCKUN, TENOC/IOXKEHNE TMNEPCTEHUYECKOE,
poct 180 cm, Bec 140 Kr, HAEKC maccbl Tena — 43,2, YTO COOTBETCTBYET OXKUPEHUIO 3-1
CTEeneHMu.

MonouyHble xenesbl Ppa3BUTbl NPaBUAbHO, MPW NaabnaLUmM MATKO-31aCTUYHbIE.
MoambleyHoe U N0HKOBOE 0BONIOCEHUE CKYAHOe.

[p¥ BAAraAULWHOM OCMOTpPE: HapyKHble NON0BbIE OPraHbl NOJIHOCTbIO COOTBETCTBYIOT
YKeHCKomy deHOoTUNy, ANnMHA BAaraauwa no 3oHAay 8 cm. Mpu ocmoTpe ¢ MOMOLLLbIO
3epKana KycKo Bnaranuiie y3koe, 3akaHYMBaETCA C/eno, Weka MaTKU He
BM3yanmsunpyercs.



J1abopaTopHble nccaegoBaHMUA (ropmoHanbHbIN GOH)

MNokazatens

Pesynstat PedepeHcHble 3HaYeHMA

TectoctepoH, HMons/n

3,260 ¥ My>u4uH ctapwe 14 net — 5,76-28,14 umons/n;
y ¥eHwuH ctapwe 10 ner — 0,45-3,75 umons/n

lMporecrepoH, HMoONL/N

0,46 y Myxu4uH < 0,47 Hmone/n;
Yy XeHluMH no daszam umkna: ponnukynuHoean — 0,181~ 2,84 umons/n, osynatopHaa — 0,385-38,1 umone/
n, nlorenmHosas — 5,82-75,9 umons/n

NiotenHusupyowmia ropmod (N1, MME/Mn

33,70 y MyumH — 1,37-13,58 mEa/mn;
Y XeHlKH no da3am umMkna: ponnukynuHosan 2,4-12,6 mME/mn, oeynatopHasa — 14-96 mME/mn,
nwrenwHoeas — 1-11,4 mME/Mn, noctmeronaysa — 7,7-59 mME/Mn

MONNUKYNOCTUMYNUPYIOLWWA FOPMOH
(®CI), MME/Mn

24,20 ¥ My¥uuH — 1,5-12 4 MME/Mn;
Yy XeHlWKH no da3am umMkna: ponnukynuHoeas — 3,5-12,5 mME/mn, osynatopHaa — 4,7-21,5 mME/mMn,
nwrenwHoeas — 1,7-7,7 MME/mMn, noctmeHonaysa — 25,8-134,8 mME/Mn

NccnepoBaHmne NonosbIx rOPMOHOB B KpOBW MaUUNEHTKHU




MHCTPpYMEeHTaNbHble UCCaeaoBaHmaA (Y3N)

* [lpn Y3 opraHoB masoro tasa
MaTKa U NpUAATKN He
onpeaenaroTcs.

e CnpaBa, B 0b1acTtu
BHYTPEHHEro NaxoBOro Ko/blia,
onpeaensieTca npaBaA roHaaa.

* Cnesa B maniom Tasy

BU3YaN3NPYETCA
o6pa3OBaHme, neBad roHaaa. YNnbTpa3ByKoBOE NUcCaef0BaHME OPraHOB Manoro Tasa; A — npasan roHaga
o (cTpenka), oBanbHOM popmbl, pazmepamm 5,0x7,0 cm, C YETKUMU
* CB0O6OAHOM KNAKOCTU B KOHTYpaMu, yMepPEHHO MOHUKEHHOM 3XOreHHOCTU; B — neBas roHasa
MOJIOCTU MaZ1oToO Ta3a He (cTpenka), obpasosaHme pasmepammn 17x10x16 cm, C YHETKMMU KOHTYpamMm,

YMepPEeHHO NOHUKEHHOM 3XOreHHOCTH, C KaNbLMHaTaMu
BblIAB/1EHO.



MHCTPYMEHTa/IbHblE nccaegosaHma (MPT)

* [laumeHTKe BblNnONHEHO MPT
OpPraHoOB Masioro Tasa, rae
obHapyXeHo, YTO NOJOCTb MaNOro
Ta3a 3aHMMaeT obbemHoe
MArKOTKaHHoe obpa3oBaHue,
nepopmupytolee neByto 6OKOBYIO
CTEHKY MOYEeBOro ny3blps.

B NMNpPaBoOM NMaxoBOM KaHa/ie
onpeaendaeTca npasad roHaga.

MarHMTHO-pe30HaHCHasA
TOoMorpadua opraHoB Manoro
Tasa; A — npasasA roHaga
(cTpenka), oBanbHOM popmbl,
pasmepamu 7x3x3 cm,
reTeporeHHoOM CTPYKTypbl, C
YEeTKMMM KOHTYpamu; B — nesas
roHaga (cTtpenka), paamepamu
17x18%19 cm, € HETKUMMN,
HEPOBHbIMWN KOHTYpPamMm,
reTeporeHHOM CTPYKTYpbI, C
BKNOYEHMAMM KaNbLMHATA.



MHCTPYMeHTa/ibHble MCCneaoBaHUA (aeHcutomeTpusa)

e 1nA yTouHEeHUA cocToaHUA $ochopHO-KanbLMeBoro obmeHa BbINo/IHEHA
PEHTreHOAeHCUTOMETPUS NOSICHUYHOTO OTAE/1a NO3BOHOYHUKA U NEBOTO

Ta3zobeapeHHOro cycTasa.

 MunHepasnbHaA NNOTHOCTb KOCTU NOSICHUYHbIX MO3BOHKOB M MPOKCUMa/IbHOIO OTAEeNa
NeBon beapeHHOM KOCTU OKa3aacb B Npeaenax oXXuaaemoi Bo3pacTHOUM HOPMbI.



OnepaTMBHOE BMeELLaTe/1IbCTBO

e [locne nony4yeHua pesynbTaTos
noobcnenosBaHuUA NaumeHTKe bbino
BbINOJIHEHO ONEPATUBHOE BMELLATE/IbCTBO
B 0bbeme N1anapoCcKonMUYeCcKou
roHaA3KTOMMU C 06enx CTOpoH.

* MIHTpaonepaunuoHHO Npn peBU3NM
OpPraHoB Manoro Ta3a bb1s10 0bHapyKeHo,
4YTO BECb Ma/Ibl Ta3 3aHMMaeT o6 bemMHOeE
obpa3oBaHne — neBanA roHaaa.

e B 0bnacTu BHyTPEHHEro NaxoBoro KonbLa ‘;
cnpaBa BM3yaM3nMpoBanachb npaBas
roHaza.

Nlanapockonua: A — neBaAd
roHaga (ctpenka),
pasmepamm 20x20 cm,
NNOTHOW KOHCTUCTEHLUMN,
Ha WMPOKOM OCHOBaAHUMN,
NCXOAMT N3 N1eBOro
BHYTPEHHEero naxoBoro
Konbua; B — npaBaA
roHaga (ctpenka),
pasmepamm 4o 7 Cm,
oBOMAHOMN GOpPMbI,
6enecosaTtoro uBeTa,
NNOTHOM KOHCUCTEHLMMN



[TocneonepauMOHHbIM NePUOL,

e [locheonepaunoHHbIN Nepunos,
npoTeKkan 6e3 0CNOKHEHUN,
nauneHTKa bbina BbINUCaHa B
yOO0BNETBOPUTENIBHOM COCTOAHUM
Ha 3-U CYTKM nocne onepaumnn.

* 1o pe3ynbTaTamM rmMcToN0rMYecKkoro
nccneaoBaHUA: NPOMENKYTOUYHasA
aHapobnactoma 6e3 npnsHakos
Ma/ZIMrHU3auum.

i
i

https://www.freepik.com/free-vector/doctor-examining-patient-clinic_12557514.htm



ObcyaeHune

e K oaHOMY M3 BapWUaHTOB HapyLeHnsa popmupoBaHma nosa XY oTHOCAT KCUHAPOM
aHAporeHHoM pe3ucteHTHocTu» (CAP), B KOTOPOM Pa3/IYatOT NOJTHYIO U HEMOJTHYIO

bopmy.
e 1o AaHHbIM pPa3nYHbIX UCTOYHUKOB, CAP BcTpeyaeTtcs ¢ yactotoin 1:10000-1:65000 y
reHEeTUYECKUX MYIKUMH.

e CAP, nonHasa ¢popma (CMHOHUMbI: cMHAPOM Moppuca, CUHAPOM TECTUKYNAPHON
beMUHM3aUUN, CUHAPOM PEMUHU3ALUNN ANYEK, NOKHBIN MYKCKON repmadpoanTusm) —
reHeTu4yeckoe 3abonesaHue, Npu KOTOPOM MMeeT MecTo AedeKT reHa peuenTtopa K
aHAporeHam, N10KaJIM30BaHHOro Ha KOPOTKOM naeye X-xpomocombl (Xgl1-12). NaHHoe
3aboneBaHMe HacneayeTcs No X-CUENNEHHOMY PELLECCUBHOMY TUMY M YacTO UMeeT
CeMeWHbIN aHaMHe3.



ObcyaeHune

e Beayuwasa ponb B natoreHese 3a601eBaHMA CBA3aHA C OTCYTCTBUEM YYBCTBUTENIbHOCTH
TKaHeW K aHAporeHam (TECTOCTEPOHY, AUTUAPOTECTOCTEPOHY).

e Mpwn CAP OTCYTCTBYIOT }XEHCKME BHYTPEHHWE NOJIOBblE OpraHbl (MaTKa, MaTouHble TPyObl,
ANYHMKM). OCHOBHOE NpOosBAEHUE 3a601EBAHUA — OTCYTCTBME MEHCTPYaLUN.

* HaxogAawmeca B OPIOLLHOM NONOCTU CEMEHHMKMN YacTO NOABEPraloTcs MaJMrHn3aLmu,
roHagobnactoma TecTuKyn Bctpeydaetcs B 20—-50% cny4yaes. B cBsA3U € 3TUM NosoBble
¥Kenesbl PeKOMEHAYIOT YAanATb Noc/e 3aBeplueHmna nybepTaTHOro neproaa XKn3Hu
NEBYLIKU N ee KOHCTUTYLMOHaAbHOro GopMMUpPOBaHUA.

e JleyueHue 3aKNOYAETCA B XUPYPrMYE€CKOM roHaA3KTOMMMN U HAa3HAYEHUN 3aMeECTUTE/IbHOM
ropmoHanbHom Tepanumn (3I'T) B nocneaytolem, Tak Kak nocne yaaneHus roHas MmeeTcs
PUCK Pa3BUTUA TAXKEIONO OCTEONOPO3a.
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