[eHeTUYeckKume
acrneKTbl CHUKeHUnS
KayeCcTBa Crepmbl

BbinosnHuAna: Canenko AnekcaHgpa BaagnmmnposHa

CryaeHka 5 kypca KM, 57 rp



* 159 nap He gocTuratoT bepemMeHHOCTH B
TeyeHMe roga

» Kaxgan 8-9 napa nmeeT npobsieMbl Npu
MOMNbITKE 3a4aTb NepBOro pebeHka

becnnogune

* Y 50% b6e3geTHbIX Nap becnaogmne CBA3AHO C
«MY>XKCKMM PaKTOpOM»

KnnHunyeckme pekoMmeHaaumnm no myxckomy becnnoauto EBponenckon Accoumanmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeacepatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye



® 3/10KQ4YeCTBEHHbIE OMYXO0/
* MHOEKL MM MOYENONOBON CUCTEMDI
CDaKTOpr ® NOBbILLEHME TeMMepPaTypPbl B MOLLIOHKE
CHWXKEHUA ® SHAOKPUHHbIE HaPYLLEHUA
Cl)epTW'IbHOCT ® reHeTnYeCKMe OTK/IOHEHNS

U y My)Kl—ll/]H * AIMMYHOJ1I0Ir'N4YeCKHE CI)aKTOpr

KnnHunyeckme pekoMmeHaaumnm no myxckomy becnnoauto EBponenckon Accoumanmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeacepatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye
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Casi3Ka, pyAUMMEHT
BJIaraJIMIIIHOrO OTPOCTKA

[osi0BKa npuaaTka

[TpsiMbie ceMEHHbIE KaHAIBLIBI ANYKa
BoiHOCS 1IME
U3BUTBIE CEMEHHBIE MPOTOYKH
KaHaJIbL1bl sTMYKa
CpeniocreHue ssmuka,
TMapuerann- CCTb SIMKA
HbIN CJION Teno npuaarka
Bnarasuiuxas
0605104Ka [onocts Ang
Bucuepanb-
-~ HBIN CJIOH

dDudpo3Has Karncya

(6enrounast obostouka)
AUYKa

«Pusmnonorma c ocHoBaMm aHaToMum» TrokaBuH A.U - 2016



* [epMuHaTMBHan QyHKLMS

* BHyTpucekpeTopHas pyHKLMS
AHApOreHbl

JCTporeHol
AHaporeHcBa3biBatoWwmmn 6esok

< <« acetate

OyHKL NN

cellular plasma cholesterol
cholesterol

side chain
cleavage

I i
pregnenolone —— 17a OH-pregnenoclone ——> dehydroepiandrosterone — androstenediol

| I (DHEA)
dehydrogenase 1 I
progesterone —+—» 17c OH-progesterone ——» androstenedione we———) testosterone

I | OH
17a-hydroxylase 17, 20 lyase

PykoBoacTBO No AHApoAOrMn noa pegakument npod. O.J1. TUKTUHCKOro
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GnRH

Spermatogonium

= Inhibin B

Sertoli cell

®

Sertoli cell
nucleus

SPERMATOGENESIS

First Aid for the USMLE Step 1 2020 - Reproductive



Adrenal steroids and congenital adrenal hyperplasias

ACTH Ketoconazole (blocks several steps in steroidogenesis)

Anastrozole, letrozole, exemestane

% % Cholesterol (via StAR?)
Cholesterol desmolase:
v
P
dehydrogenase |
v
Progesiérone 17c-hydroxylase

21-hydroxylation

11-deoxycorticosterone

o [

Corticosterone Cortisol \\/,\
Aldosteronesynthase l ll—@— Glycyrrhetinic acid
% Aldosterone Cortisone
Angiotensin Il
ZONA GLOMERULOSA ZONA FASCICULATA ZONA RETICULARIS
Mineralocorticoids Glucocorticoids ) Androgens

17,20-|
17-hydroxyprogesterone

11-deoxycortisol

: : 17.20-fyade
regnenclone S lasel g 17-hydroxypregnenolone —}—g Dehydroepiandrosterone (DHEA)

v
a
V—& Androstenedione

\

Aromatase

Aromatase

A

\
P

Adrenal cortex

S

First Aid for the USMLE Step 1 2020 - Endocrine

Dihydrotestosterone
(DHT)

Finasteride

Peripheral tissue



CnepmaToreHes

Anuangummnc

Knetxn Cepronm

1-e menotnieckoe
nenenne

N &N Fasnonionce

CnepmaroumnTi
‘,2-ro nopagka

XypHan AHgponorus n reHmtanbHas xmpyprus - «Ponb makpoPHK B cnepmatorerese» C. A. PygHeBa, A. A. XayeHkoBa 2016



MEXAHW3M BbIPABOTKW TECTOCTEPOHA

lMnotanamyc

rer

P

funodus |—@— MHru6mH

Perynauus

CI)YHKU'MM nr ocr

ANYeK @ @

Tecroctepo -@9 Knetku Cepronu

Knetku Nenpura

N

N

Cnepmato3ouas

®CrI = CnepmatoreHesctTumyanpytowmm ropmoH (CCIN)
NIl = TopMOH, cTUMyAnpyowmnm nHtepctuymansHble knetkm (FTCUK)
INMponakTuH

PykoBoacTBO No AHApoAOrMn noa pegakument npod. O.J1. TUKTUHCKOro



Adrenal steroids and congenital adrenal hyperplasias

ACTH Ketoconazole (blocks several steps in steroidogenesis)

% % Cholesterol (via StAR3)

Anastrozole, letrozole, exemestane

Cholesterol desmolase
v
: : 17.20-fyade
Pregnenclone S lasel g 17-hydroxypregnenolone —}—g Dehydroepiandrosterone (DHEA)
3B-hydroxysteroid
dehydrogenase

3 , v
{ 17a-hydroxylase 17,20 EE

\

Progesterone 17-hydroxyprogesterone Androstenedione SN » Estrone
. MponakTuH
21-hydroxylation
v
11-deoxycorticosterone 11-deoxycortisol Testosterone st » Estradiol

s

Corticosterone Cortisol \\/,\
Aldosterone synthase l ll—@— Glycyrrhetinic acid
é Aldosterone Cortisone
Angiotensin Il
ZONA GLOMERULOSA ZONA FASCICULATA ZONA RETICULARIS
Mineralocorticoids Glucocorticoids Androgens

\
7~

Adrenal cortex
3

First Aid for the USMLE Step 1 2020 - Endocrine

Finasteride

Peripheral tissue



Mpocrara  YTee MOUSTOUHMKA

Moue eoM MGHpE

Moue erl B0 gAWMH EplowHaa nonocte

xaHan (wperpa)

_-
' CemeHHEe
y MEHpERH

harouxa
npocTaTe

MoueBo# ny3bipb

Nobroeoe
CpAULEHHE

YpeTtpa

CemeHHOM s
Byropox Lot CeMeHHOM
' KEpywoeaa muwua nDOTOK
/" (GhHHETEP) 3HWCa
Oreepcrye -
FANMATOPHOM
npoToxa : . Meperopoaxa ~
| CeMmeHHOM
Monosol —EFAs o e e, 4 _ : 1% S 4 & A Feamioe o
el " i e R e ‘ ) : " b ﬁ- 4 OTEEpCTHE
b e e (R
Deep petineal space é ! g/ MepHHeantHoe Teno npeACTaTeanaa
' xenesa

Oreepcrve ByneBoypeTpanEHOM NPOTOKE ByneGoyperpancHee (Kynepoer) xeneswl

Ypetpa

PykoBogcTBo no AHgposiorum nog peaakumen npod. O.J1. TUKTUHCKOro



‘ CHMXXEeHNEe CeEKPETOPHOM aKTUBHOCTM
npocTtaTthbl (25-35% naa3mbl cnepmbl)

HapyLlueHne GyHKLMN CEMEHHbIX NMY3blPbKOB
(50-60% ceMeHHOM XXNAKOCTW)

CHUXeHune

YPOBHS
aHAPOreHoB

‘ HapyweHne pyHKUMM NPUAATKOB ANYKA

(HapyweHue cnepmMaToreHesa)




1) MeHbl, yyacTByOLWME B Pa3BUTUM MYXKCKOWU penpoayKTUBHOM
cucTtembl M nonosoi gupdepeHumpoBke

- SRY

- SOXg

- WTa
2) [eHbl, 0obecneumBatowme SHAOKPUHHYIO PEryAsaLUIO

- KALIG-1

- PeuenTop Kk aHAporeHy
3) leHbl, BOB/IeYeHHbIe B NpoLecc cnepmaToreHesa u

yH4aCTBYHOWLHNE B cnepmuoreHesa
- TeHbl, I0KaNM30BaHHble B okycax AZF (a, b):

cnepmaTtoreHese (="

DAZ
4) l'eHbl, obecneunBalowme MenOTUYECKOE Ae/leHue

- ATM
5) MeHbl, o6ecneunBatowme HopMmasabHoe PyHKLMOHUPOBaAHUE

cnepmaTto3oniaoB U onsiogoTeBopeHue

[eHbl,
cneunduyeckmn

Buonorunyeckue Haykm - «HekoTopble acnekTbl FeHeTUYeCcknx GakTopoB Myxckoro becnaogusa» Mapgomu @.[., 2020



* CMHApPOM ge ns
LLlannens

e ObcTpyKUMSA
CeMABbIHOCALWMX NyTen

\_
-

e Onmrocrnepmusa —
acnepmums

* baoknpoBaHue
cnepmMmatoreHesa Ha
CTagnn NaxXuTeHbl

\_
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\

R
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e [MMNOrOHaAOTPOMNHbIN
rMNOroHaAmn3m

* CuHapom lMNpagepa —
Bunnau

e CnnHabHO-

bynbbapHasa mMbiweyHasn
ITpoduUS

/
~

’ §: - aHOManum
MUKPOTPYbOYeK,
A €HEeNHOBbIX pyyek,
MOTOPHOro annapaTa
pecHnyeK
- CUHAPOM
HEMNOABMXHOCTU pecHuYek /

Jat

Buonoruyeckme Hayku - «HekoTopble acnekTbl FreHeTUYecknx GakTopoB Myxckoro becnaogunsa» Mapgomu ©.[., 2020



KanHmnyecknm n nabopaTopHbIN CUHAPOM, 00YC0BAEHHbIN
CHUXXEHMEM CeKpeLnm TeCToCTepoHa kaeTkamm Jlenaura

* [MNeproHasoTPONHbLIN (MEPBUYHbIN)
* [MNOroHasOTPOMNHbIN (BTOPUYHbBIN)

OCHOBHbIe MPUYMHbI MePBUYHOrO:

[n MOroHaaAms3 * CuHgpom KnaltHbenstepa (CK)

* AHOpXU3M

* 3ano3jasioe fievyeHue KpUNTopxm3ma
* TpaBMmbl, 0b1yyYeHne, xummoTepanus

\Y

OCHOBHbIe MPUYMHbI BTOPUYHOrO:
* CuHgpom KannmaHa
* Onyxonu runodmsa, rmnoTanamyca

Yponormyeckum BeCTHUK — «HapyLueHune cnepMaToreHesa U MCXobl BCMOMOraTelbHbIX PENPOAYKTUBHbIX TEXHOIOM MM NPU PasINYHbIX
dopmax runoroHagmsma» C.X. Anb-Lykpw, C.}HO. Boposel, B.A.Toponos - 2016



Tunozonadusm 10,1
Cungpom Knaitadensrepa (47,XXY) 2,6
XXy My>X4UH 0,1
[IepBu4HBI TUIIOTOHAMI3M HEM3BECTHOM 3THOIOTUHA 2,3
BTopuuHBbIif (TMIOTOHAOTPOIIHBIN) TMUIIOTOHAIU3M 1,6
Cunppom Kannmana 0,3
VipuonaTu4eckuilt TMIIOTOHAAOT POIIHbINA TMIIOTOHAAM3M 0,4
PesupyanbHble M3MeHeHUA NTOC/IE ONepaluil Ha TMIIogu3se <0,1
BospacTHOM runoroHagusm 2,2
KoHcTUTyIMOHANMbHAsA 3a/iep)KKa My0epTaTHOro pasBUTHA 1,4
Ipyrue npu4mMHbI 0,8

KnnHunyeckme pekoMmeHaaumnm no myxckomy becnnoauto EBponenckon Accoumanmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeaceaatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye



Ana npeanybepraTtHOro runoraHagnMsama XxapakTepHo

* BblcOknM poCT/KapANMKOBOCTb
* EBHyXxouaHble nponopumu Tena
* Cnabopa3BuTas ckesieTHas MyCKyaaTypa
* PacnpegeneHune xunpa no >XeHCKoOMy TUny
* VcTnHHasa ruHekomacTus
* BregHOCTb KOXHbIX MOKPOBOB
* OTcyTCTBME OBOIOCEHMS HA 106Ke,
B NOAMbILLEYHbIX BMagMHaxX

Yposornyeckumm BeCTHUK — «HapylueHne cnepmaToreHesa 1 MCxXoZbl BCMOMOraTesIbHbIX PENPOAYKTUBHbBIX TEXHOOTMA NMPU Pa3ANYHbIX
dopmax runoroHagmsma» C.X. Anb-Lykpw, C.HO. Boposew, B.A.Toponos - 2016



Cholesterol

* f[opmoHanbHasa Tepanua HE

Cholesterol

NOKA3AHA npu =
)—F)—+|Desmolase
leEEme o HeobX0AMMOCTM COXPAHUTDL W o,

P PENpPoOAYKTUBHYIO YHKLMIO ——
TMOOrOHaAU3M. WAV NPU HaAnumMm becnaoans A Andros::neduone-"nf"
JleyeHune * AHTU3CTPOreHbI U — @ | Aromatase |

MHIMBUTOPLI apoMaTasbl C E‘m"e
Estradlol _
\‘Estrogen
1

KnnHunyeckme pekoMmeHaaumnm no myxckomy becnnoauto EBponenckon Accoumanmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeacepatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye



Alna noctnybepTaTHOro rMnoroHagusma
Xapa KTepHO a Primary hypogonadism| b Secondézllypogonadism

b Hypoths
* CHMXeHMe 4YacToTbl MOJI0OBOr0 BAEYEHUS

* YMeHblUeHWe YacTOTbl BO3HUKHOBEHUSA U
ocnabneHve afekBaTHbIX M CMOHTAHHbIX l
IpeKkLmnm

* [1pONOHIMPOBaHHbIM NONOBOW aKT

* OcnabneHne ApKOCTU NN NCHE3HOBEHME
oprasma

* OTcyTCTBME CEMAU3BEPXKEHUSA

~— Anterior
pituitary
gland

LH

T FSH

T
* YMeHblLEHME OBOJIOCEHUSA Ha Tene 1 auLe l Cj

* IcToOHeyeHMe BOZIOC Ha rosioee
* BreaHoCTb KOXHbBIX NOKPOBOB

|

~
C d Testosterone ) ( d Testosterone )

Yponornyeckumm BeCTHUK — «HapyLlueHne cnepMaToreHesa 1 ncxoabl
BCMOMOraTe/IbHbIX PENPOAYKTUBHbIX TEXHOOMMM NPU Pa3InyHbIX popmax
runoroHaausma» C.X. Anb-LLykpu, C.HO. Boposeu, B.A.Toponos - 2016




* 3amMecTuTeNbHaa FOpMOHasibHasA Tepanus

BTOPM‘—I HbIN * [TOMMMO aHAPOreHOB - XOPUOHNYECKMW FOHaZ0TponmH (XI)
B KOMOUHaUMm ¢ pekoMbunHaHTHbIM QCI™ nam mouesbim QCI

AU YesioBevyeCKMM MeHOoMNay3a/ibHbIM FrOHa40TPOMUHOM

_ JleyeHne * [Mpun rMnoTasaMmMyeckon NPUPOAE - aIbTEPHATUBOWN JIEYEHMIO
XI™ moxeT 6bITb NysnbcoBas Tepanusa MHPI

rMNOroHaAmn3m

KnnHunyeckme pekoMmeHaaumnm no myxckomy becnnoauto EBponenckon Accoumanmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeacepatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye



* AHaMHe3

* [lonoBas xn3Hb

* BHewWwHMN 0OCMOTP Ha HasMume cnaboCTn CKeNeTHOW MYCKYNATYpPbl, FPYAHbIX
Xesie3, KOXHbIX MOKPOBOB, OBO/IOCEHUS, HAPY>KHbIX MNOJI0BbLIX OPraHOB C
n3MmepeHnem obbema anyek

* OnNpPOCHMKM OCHOBHbIX CUMNTOMOB FMNOrOHaAM3Ma

» JlabopaTopHasa AnarHocTuKa:

,ﬂll/IaFHOCTVI Ka - Obwmmn TecToCTEPOH

- NI, ocr

- ThobynuH, ceasbiBatowmni nonosble ropmoHsl (IFCIHIN)

* AHann3 3akynATa

* Y3/ opraHoB MOLLOHKM

* MPT ronosHoro mosra

[MNnoroHagnsm.

Yponoruyeckum BeCTHUK — «HapylueHne cnepMaToreHesa v MCXoAbl BCMOMOraTelbHbIX PENPOAYKTUBHbIX TEXHOIOM MM NPU Pa3INYHBIX
dopmax runoroHagmama» C.X. Anb-Lykpw, C.HO. Boposew, B.A.Toponos - 2016



557 622 669

= II—M

(GIn),o (Pro)g (Gly) s [ Hormone ]
N-terminal Binding domains
- Female external genitalia
rl/] nOrOHaAM3M . 1] CAIS - Pubertal breast development €€ CnHgpom Moppuca
- Absent pubic hair

CuHAapoMm

- Predominantly female external genitalia, inguinal testes

PE3NCTEHTHOCTU K 2 [ ICAIS| . citoromegaly
- Scarce pubertal pubic hair
aHAporeHam

3 | PAIS - Association of hypospadias, micropenis and cryptorchidism o o
- Pubertal gynecomastia <€— CuHapom PendeHiuTenHa

- Isolated hypospadias or micropenis
4 | PAIS - Pubertal gynecomastia

- Male external genitalia
5 | MAIS | - Pubertal gynecomastia
- Impaired spermatogenesis

Yponorumyeckum BeCTHUK — «HapyLueHue cnepMaToreHesa 1 Mcxogbl
BCMOMOraTe/IbHbIX PenpPOAYKTUBHbIX TEXHONOM MU NPU PasnyHbIX popmax
rmnoroHagmsma» C.X. Anb-LLykpu, C.HO. Boposeu, B.A.Toponos - 2016




Taller than average height

Reduced Facial Hair

Reduced Body Hair

Breast Development (Gynecomastia)
Feminine Fat Distribution
Osteoperosis

Small Testes ( Testicular Atrophy)

Varicose Veins

Klinefelter Syndrome

[MNnoroHagnsm.

Carapon L
1 2 3 4 5 6 7 8

Knanndenbrepa
IRIRIRIRINININ
9 10 1 16

12 13 14 15

I1RIBRIRIRIRT
17 18 19 20 21 22

XXY

Yposnoruyeckumm BeCTHUK — «HapylueHne cnepmaToreHesa 1 MCxXogbl BCMOMOraTe IbHbIX PENPOAYKTUBHbBIX TEXHOIOTMIA MPU Pa3ANYHbIX
dopmax runoroHaamsma» C.X. Anb-Lykpu, C.KO. boposew, B.A.Toponos - 2016



* 80% nauMeHTOB — NEPBUYHBIN
rMNoOroHaAunsMm:

CHMXEHMe cekpeLum TeCTOCTEPOHA Npu

OAHOBPEMEHHOM 3HaUYNTE/IbHOM NOBbILEHUN

ypoBHA JII, ®CI

* YpoBeHb 3CTPaAMO0/a YacTo Bbllle, YEM Y
[MNOroHaAn3M. 370POBbIX MySKUH
CI/IH,LII POM * ManeHbKkMe NNOTHbIE ANYKHN
Knaﬁcheanepa « PeHOTUM: OT MYXUYMUH C HOPMabHOM

BUpPMAN3ALMEN A0 HAIMUYMA OLHOMO U3
NPOsiIBEHNN aHAPOreHHOro AedpuLnTa

* [lpwn CHMXEHNN YPOBHA TECTOCTEPOHA 40
rMNnoaHApPOreHHOro YpoBHs HeobxoamMmo
npoBeAeHne 3aMeCTUTEIbHOW
rOpMOHa/IbHOU Tepanum

Yposnormyeckumm BeCTHUK — «HapylueHve cnepmaToreHesa 1 MCxXogbl BCMOMOraTesIbHbIX PeNPOAYKTUBHbBIX TEXHOIOMMN NPU PAa3INYHbIX
dopmax runoroHagnsmar» C.X. Anb-LLykpu, C.HO. Boposel, B.A.Toponos — 2016
KnnHunyeckue pekomeHaauum EBponenckom Accoumanmm ypoaoros, 2019



[ laTolormm B

Lienu

NpeobpasoBaHUs
XoJiecTepmHa

Adrenal steroids and congenital adrenal hyperplasias

ACTH Ketoconazole (blocks several steps in steroidogenesis)

21-hydroxylation

11B-hydroxylation

¢

Angiotensin Il

First Aid for the USMLE Step 1 2020 - Endocrine

’~

Cholesterol (via StAR3)

v

Anastrozole, letrozole, exemestane

A 4

17ce-hydroxylase

b

Progesterone

11-deoxycorticosterone 11-deoxycortisol Testosterone

Corticosterone Cortisol 5a-reductas'e\
l ll—@— Glycyrrhetinic acid

Aldosterone Cortisone

ZONA GLOMERULOSA ZONA FASCICULATA ZONA RETICULARIS
Mineralocorticoids Glucocorticoids Androgens

17-hydroxyprogesterone

17,20-{ate

! : 17.20-lyade
Pregnenolone L T 17-hydroxypregnenolone —1—; Dehydroepiandrosterone (DHEA)

|

» Androstenedione

'

Aromatase

Aromatase

\
)

N

Adrenal cortex

Peripheral tissue



SEX

ENZYME DEFICIENCY MINERALOCORTICOIDS [K'] BP CORTISOL HORMONES LABS PRESENTATION
@ 170-hydroxylase* ! Voot } } { androstenedione  XY: ambiguous
genitalia,
undescended testes
XX: lacks 2° sexual
development
ACTH  Ketoconazole [biocks several steps in steroidogenesis)
/L s
f % Cholesterol {via StAR3) ]
Chotasterol desmolase Anastrozole, letrozole, exemestane
! 17,20-1 )
v A ~i¥a ﬁ
Pregnenclon SREBAE R 17-hydroxypregnencione Dehydroepiandrosterone (DHEA)
3fi-hydroxysteroid
¥ To-hydroxylase 17.20-lyage Aromat
Progesterone Ll i 17-hydroxyprogesterone = Androstenedione Ll +» Estrone
0 21-hydroxylation 1 / I
11-deoxycorticosterone 11-deoxycortisol Testosterone fromalase | o Estradiol

First Aid for the USMLE Step 1 2020 - Endocrine




* Benok aHaporeHosoro
peuenTtopa (AP) nmeer
aHOMa/IbHO AJIMHHbIN

EOfl e3Hb MNOSINTNYTaMUHOBbBIW Y4aCTOK
* CHumxaetcs PyHKLMOHANbHASA
KeHH el doWa cnocobHOCTb peuenTopa
I ianss = > * CHMXeHne YyBCTBUTE/IbHOCTU K
aHApOreHam

Kennedy's Disease Association «What is Kennedy's Disease»



Cunapom KapTtareHepa

Normal Ultrastructure of a Cilia Ultrastructural Abnormalities in PCD
1 And Associated Mutations (in parenthesis)

Outer dynein arm defect
(NMES, DNAHS, DNAIL, DNAI2, DNALL,
CCDC114, CCDCI03, CCDC151, ARMCA)

Nexin link

Radial spoke

Central pair defect
(RSPHY. RSPHAA. RSPHI, RSPH3)

AHOMa NN 5-U

Peripheral doublet

rPpynnbl
I-I aTOfl O r M l\;] Inner dynein arm

Outer and inner dynein arm defect
{DNAAF1, DNAAF2, DNAAF3, LRRC6, HEATR2

’ . r
Outer dynein arm DYXICL, C2locf3%. ZMYNDIO, SPAGT)

Inner dyvnein arm defect with microtubule disorganization
(CCDC39, CCDCA0)

StatPearls — «Ciliary Dysfunction» Brittany M. Stern; Girish Sharma.



9HAOKPMHOIOTMYECKOM HAOIIOAeH UM, M MM C BO3PaCTOM MOXXET NOTPe60oBaThCs TOPMOH-
3aMeCTUTENIbHAs Tepanus

PexomeHnpanmmn CP
CraHpapTHBIN aHA/IN3 KAPMOTHUIIA CTIefyeT BBITOIHATD BCeM MY>KUYMHAM C HapyLIIeHUAMY CunbHas
ciepmaToreHesa (< 10 MiH ciepmaTro3ougoB/Mi), KoTopbie obpamiarorcs k BPT

[eHeTHYECKOE KOHCYIBTUPOBaHME SAB/AETCA 005A3aTeIbHBIM KaK Ji/IA Map, y KOTOPBIX CunbHas
IpM KIMHUYECKOM WIM TeHEeTMIEeCKOM 00CmeIoBaHNY ObUIM Hali[IeHbI TeHeTUYEeCKIe

nedeKTsl, TaK ¥ 1A MallMEeHTOB, KOTOPbIe MOTYT OBITh IIOTEHIIMATBHBIMU HOCUTEIAMMA
HaC/eJICTBEHHBIX 60/e3Heit

My>xunHbl ¢ cuagpoMoM KnaitHdenbrepa HY)KAAIOTCA B IVIUTETBHOM CunbHas

KanHnyeckune pekomeHaaumm no myxckomy becnnoanio EBponenckon Accoumaunmm yponoros, 2019. A. Jungwirth
(npeaceaatens), T. Diemer (Buue-npeaceaatens), Z. Kopa, C. Krausz, S. Minhas, H. Tournaye




Cnacubo 3a BHMMaHue!




