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CHMHAPOM MEPCUCTUPYIOWMX MIOAAEPOBBIX MPOTOKOB — OAWMH M3 PEAKMX BapMaHTOB HapylueHust (hopmupoBaHms noaa (HOMM),
XapaKTepU3YIOWMNIACS HAAUUMEM Y AMLL MYXCKOTO MOAa C KapuoTUMom 46,XY AeprBaTOB MIOAAEPOBBIX MPOTOKOB (AMIT). Tak Kak
€AMHCTBEHHBIM BHEWHUM NPOSIBAEHUEM CUHAPOMA MEPCUCTUPYIOLWMX MIOAAEPOBBIX MpoTokos (CTTMIT) sBAsieTCs KpUNTOPXM3M,
AO HeaaBHero pemMeHn anarto3 CIMMIT y nauneHToB ocTaBaACs HEYCTAHOBAEHHbIM, a obHapyxeHne AMI Bo Bpems onepaTus-
HOTO A€YEeHMs KpUNTOPXM3mMa Npu kapuoTune 46,XY pacleHMBaAOCh KaK BapUaHT AMCrEHEe3MN FoHaA, HTO MPUBOAMAO K OLIMOOY-
HOM TaKTMKe BEAEHUS MaUMEeHTOB. AUllb C MOABAEHUEM METOAOB MOAEKYASPHOWM AMArHOCTMKK, B YaCTHOCTU — CEKBEHMPOBaHMS
HOBOIO MOKOAEHUS, MO3BOASIOLIEr0 OAHOMOMEHTHO MCCAEAOBATb HECKOABKO FeHOB-KaHAMAATOB, MOABMAACH BO3MOXHOCTb TOY-
Ho AndppepeHumanbHoi anarHoctkmn CIIMIT. B aAaHHOM cTaTbe OMMCaH KAMHMYECKWIA CAy4Yai MO3AHEH AMArHOCTUMKKU Cemeit-
Hoi chopmbl CITMIT, obycaoBaeHHOM MyTauneit B reHe AMH. ObHapyxenne nepcuctupytownx AMIT B codeTaHnmn ¢ areHesnent
TecTukyAa y npobaHaa B paHHeM BO3pacTe MPUBEAO K YCTaHOBAEHMIO AMArHO3a AMCreHe3Wsi TOHAA. YUMTbIBAs BbICOKMIA PUCK
MaAMIHM3AUMN AUCTEHETUYHbBIX FTOHAA, PACMOAOXKEHHBIX BHE MOLIOHKM, MaUMEHTY ObIAO MPOM3BEAEHO yAaAeHWe eAMHCTBEHHOM
FOHAAbI, PACMOAOXKEHHOM B MaxOBOM KaHaAe. YCTaHOBWTb BEPHbIA AMArHO3 YAAAOCh MOCAE MPOBEAEHMS KOMMAEKCHOrO MOAe-
KYASIPHO-F@HETUHECKOrO MCCAEAOBAHMSI METOAOM CEKBEHMPOBAHMSI HOBOTO MOKOAEHMSI C UCMOAb30BaHWeM NaHeAn HapyuweHnue
popmnposaHns noaa. Npn CCAeA0BaHMM BbISIBAEHA FOMO3MIOTHast MyTaumst B rene AMH.

KatoueBble croBa: HapyleHns lpOpMMpOBaHMH noAa, KAMHUYeCKni C/\yLlaVi, CHHAPOM MePCHUCTUPYIOLLNX MIOAAEPOBbLIX MPOTOKOB,
KPHUITOPXH3M, AePHBaTbl MIOAAEPOBbLIX MPOTOKOB, CEKBEHUPOBaAHWE HOBOIO NOKOAEHMS, MaHeAb HapymeHme (pOpMMpOBaHMFI
rnoaa.

Familial case of late diagnosis of Persistence of Miillerian derivatives syndrome type 1
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Persistent miillerian duct syndrome (PMDS) is a rare variant of the disorder of sex development (DSD) 46,XY characterized by
the presence of Miillerian duct derivatives in 46,XY males. Since cryptorchidism is the only external manifestation of PMDS,
until recently, PMDS was not diagnosed in patients and detection of Miillerian duct derivatives during the surgical treatment of
cryptorchidism in patients with 46,XY karyotype was regarded as a variant of gonadal dysgenesis, leading to an erroneous choice
of treatment strategy in these patients. Only the development of the molecular diagnostics methods, in particular, new generation
sequencing, which enable simultaneous investigation of several candidate genes, provided accurate differential diagnosis of the
PMDS. This article reports a clinical case of late diagnosis of the familial form of PMDS caused by mutation in the AMH gene.
Detected persistent Miillerian derivatives in combination with agenesis of the testicle in the proband at an early age led to the
diagnosis gonadal dysgenesis. Given the proven high risk of malignization of the gonads located outside the scrotum in patients
with gonadal dysgenesis, the patient underwent removal of the only gonad located in the inguinal canal. The correct diagnosis
was established after a comprehensive molecular genetic study using a new generation sequencing with the «disorders of sex
development» panel. This study detected a homozygous mutation in the AMH gene.

Keywords: disorder of sex development, case report of the persistent millerian duct syndrome, cryptorchidism, Miillerian duct

derivatives, new generation sequencing, «disorders of sex development» panel.

Hapymenus ¢dopmuposanus nosna (H®PIT), cesazan-
Hble ¢ neeKToM OMOCHUHTe3a WIM ACUCTBUS aHTUMIOI-
JiepoBoro ropMoHa (AMI'), OTHOCSTCSI K peIKUM Bapy-
antam H®II, KoTopble XapaKTepu3yIOTCsl HAJIUYUEM Y
JIMIT MYXCKOTO TToyIa ¢ Kaproturom 46,XY nepuBaToB
MIOJIIEPOBBIX TPOTOKOB (JIMIT): MaTKK, MATOUHBIX TPYO
M BJIAraJIIIIHOTO OTPOCTKA YPOTeHUTAJIbHOTO cuHyca [1].

B MyXCKOM opraHu3Me OJHOI M3 OCHOBHBIX OMO-
Jorndyeckux byHkuuin AMIT sBisieTcss MHULIMALIMST pe-
TPECCUM MIOJUIEPOBBIX TIPOTOKOB B TIEPHMOI BHYTPU-
YTPOOHOTO pa3BUTHUs IIoaa. [10CKOIbKY pa3BUTHE Ha-
PYXHBIX ITOJIOBBIX OPTaHOB W JE€PUBATOB BOJIb(HOBBIX
MPOTOKOB TTPOMCXOIUT TION BIUSIHUEM TECTOCTEPOHA,
MPOMYKIIMSI KOTOPOTO Y JIUIL MY>KCKOTO TT0J1a C AehUII-

ToM AMI uiu HapyllleHUeM ero AeHCTBUSI HE Hapylle-
Ha, B Takux ciydasx JIMII coxpansiorcs Ha poHe mpa-
BWIbHO C(POPMUPOBAHHBIX IO MYKCKOMY TUITY HapyXK-
HBIX MOJIOBBIX OpraHax, MOPTOMY COMHEHUI B BbIOOpE
MY>KCKOT'O MacIOPTHOIO MMoJjia MpU POXKAEHUU HE BO3-
HUKaeT. EMMHCTBEHHBIM KIIMHUYECKUM ITPOSIBIICHUEM
CHUHIpOMa TEPCUCTUPYIOIIMX MIOJUIEPOBBIX MPOTOKOB
(CIIMII) MoxeT ObITh HATW4YKe ABYCTOPOHHETO (pexke
OHOCTOPOHHETO) KpurnTopxu3Ma. OJHAKO BBUIY BbI-
COKOIi pacrpoCTpaHEHHOCTH KPUTITOPXU3Ma CPeau HO-
BOPOKICHHBIX MAJTBYNKOB 0€3 BUIUMBIX IPYTHX IaTO-
noruyeckux HapyireHuii (1:300—600) [2], CIIMIT He-
peako ocraetcst HeauarHoctupoBaHHbIM. JIMIT oOHa-
PYXXMBAIOTCS CITy4alfHO BO BPeMsI XUPYPTUUECKOTO BMeE-
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1IaTeJIbCTBa T10 ToBoay Kpunrtopxusma [3—8]. Takum
obpaszom, uctnHHag yactota CITMII ocraeTca Heus-
BeCTHOI. MexXny TeM IIpaBUIBHOCTh M CBOEBPEMECH-
HOCTB BBISIBIICHUS JAHHOTO COCTOSTHUSI MOTYT BIIUSITh Ha
BBIOODP TAKTUKM XUPYPTUUECKOTO BEACHMS TaKUX ITaIl-
€HTOB, 00BEM BMeEILIATENbCTBA U HEOOXOAUMOCTb MEIU -
KO-T€HETHMYECKOrO KOHCYJIbTUPOBAHNUS B CEMbE.

CIIMII sBnsteTcst ayTOCOMHO-PELIECCUBHBIM 3200~
JieBaHueM, OOYyCJIOBIEHHBIM nedektamu reHa AMH,
crnencrtBueM 4dero spisercs nedunut AMIT (CITMII
tun I), wim myraumssiMu B TeHe penentopa AMI
(AMHR?2), cnenctBreM 4ero SIBISETCS PE3UCTEHTHOCTD
K AMI (CITMIT tun I1) [1, 9].

o mosBiIeHUST METONOB MOJEKYISIPHON AuarHo-
CTUKM, MO3BOJISTIOIIMX TOYHO YCTAHOBUTD MPABUIbHBIN
nuarHo3, ooHapyxenue JIMII B neTckom Bo3pacre y ra-
LIMEHTOB C KPUNTOPXU3MOM HEPEIKO IPUBOIMUIO K
omuboyHoi fuarHoctuku aApyrux dopm HPII u coor-
BETCTBEHHO HETIPaBUJIbHOM TaKTUKE BEJACHMSI.

Onucanue cayuas

IIpobGaHg — ManbuMK, POXIEHHBIA B OJIU3KOPOA-
CTBEHHOM Opake (pomuTeau JBOIOPOJHBIE OpaT W ce-
crpa). Ilpr poXmeHNM Ha OCHOBaHUU IBYCTOPOHHETO
OTCYTCTBHSI SIMYEK B MOIIOHKE TIPY ITPaBUIILHOM MYXK-
CKOM CTPOCHUHU HAPYKHBIX ITOJOBBIX OPTraHOB YCTAHOB-
JICH IVarHO3 «IBYCTOPOHHUI KPUNITOPXU3M». B Bo3pacte
5 JIeT TIpoBelcHAa PEeBM3Us IMaXOBOTO KaHaja cjieBa —
SIMYKO He oOHapykeHo. B Bo3pacre 6 jiet npu ¥Y3U Maino-
ro Tasza BU3yaJIM3MpOBaiach mpocrtara 17X12x16 M,
MaTka 29X7X12 MM B BHUIE TsDKa; CIIpaBa OT MOYEBOTO
My3bIpS — OJHOPOIHOE OBaJIbHOE obpa3oBaHue 18X 13X
19 MM, 110 3XOCTPYKTYpe HaIIOMUHAFOIIEEe STMIKO.

[Tpu peBU3MM ITAXOBOTO KaHaJjia CIIpaBa 1 OPIOIIHOM
ITOJIOCTU OOHAPYKEeH CeMEHHOI KaHaTUK, CJIETIO 3aKaH-
YUBAIOIIMICS Yy BXOIAa B MOIIOHKY OKPYIJIBIM Bjlara-
JIMITHBIM OTPOCTKOM, B OPIOIITHOM ITOJIOCTH OOHAPYKe-
Ha HeJIopa3BUTasl MaTKa C MATOYHOI TpyOOll U IIHMPO-
KOIi CBSI3KOM cripaBa. B Bo3pacte 9 sret BIrepBbIe 00CIIe-
nosad B @PI'BY DHII: kapuotumn 46, XY, oOHapyKeH reH
SRY, yposenb JIT' u ®CI cooTBeTCTBOBA J0ITyOepTaT-
HBIM 3HaYeHUSAM, TIp1 Y 3U TOHaIbI B MaXOBBIX KaHAIAX
1 OPIOITHOM TOJIOCTH HE BU3Yyaau3upoBaanch. OmHAKO
IPY MIPOBEICHUN TeCTa ¢ XOPUOHUYECKUM TOHATOTPO-
ITMHOM OBLI TIOJIyYEH YIOBICTBOPUTEIbHBIN MMOIBEM Te-
crocTepoHa 10 4,5 HMOJIb/JI, YTO CBUACTEIbCTBOBAJIO B
MMOJIb3Y HAJIMYUS TECTUKYISIPHOM TKaHM, PACIIONOXKEH-
HOI, BEpOsITHEE BCETO, B OPIOIIHO MOI0CTH. B cBsI3M ¢
9TUM IIallMEeHT HaIlpaBJIeH Ha MOBTOPHYIO AUArHOCTH-
YECKYIO JIAapOCKOMUIO C HAITPaBUTEIbHBIM TUarHO30M
«IMCTeHE3UsI TOHal», YCTAHOBJICHHBIM Ha OCHOBaHUU
OTCYTCTBHUSI sIMYKa clieBa (MTOATBEPXKIECHHOIO IMarHO-
CTMYECKOM JIarapOCKOIMeil), BO3MOXKHOI OpPIOLIHOM
¢dopMoit kpunTopxusma crpaba u Hanuaus JAMII. TTpu
pPeBU3UHU OPIOIIHON ITOJOCTU MPOU3BEICHO YaaJleHue
MaTOYHOM TPYyOBl U HeAubdepeHLIMPOBAaHHONM TOHAIbI
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crnpaBa. B Bo3pacrte 13 yreT mammeHT MMOBTOPHO ITOCTY-
mun B OI'BY DHI. YuuteiBasg nmpearnoaoXuTeIbHbI
nuarHo3 HOIT 46, XY, nucreHe3uio roHa, MalUeHTY
OBLIO ITPOBEICHO KOMIUIEKCHOE MOJICKYJISIPHO-TCHETH -
YecKoe MCCIeIOBaHNE METOIOM CEKBEHHMPOBAHUS HO-
BOTO ITOKOJICHUSI ¢ MCTIOJIb30BaHMEM TTaHeu Hapyire-
Hue ¢opmMupoBanus 1noja. B rene AMH BbhIsIBICHA TO-
MO3WUTOTHAs MYTallWs: 3aMeHa TyaHWHAa Ha aleHUH B
aKLENTOPHOM caiiTe CIUlaiicuHra MHTpoHa 3 (¢.665-
1G>A, pedepeHcHbili TpaHnckpunt — NM_000479).
JanHasg myTalus paHee He onucaHa. Pogurenun naiu-
€HTa OKa3aJuCh IeTepO3UTOTHBIMU HOCUTEIISIMM 3TOM
MyTaluu. Y npobaHaa ecTh CTaplinii Opat, y KOTOPOro
TaKKe C POXIEHUsI YCTAaHOBJICH NBYCTOPOHHMI KPUII-
TOpXU3M; B Bo3pacte 1,5 rojga u 5 1eT IpoBeieHO XUpyp-
TUYECKOe HU3BEACHME 000MX SIMYEK, OMHAKO B TEUECHUE
5 net 2 pa3a (UKCUPOBATINCH PELUMAUBBLI KPUTITOPXMU3-
Ma, IPUBEIINE K TOBTOPHBIM XUPYPTUUECKUM BMeEllIa-
TenbcTBaM. B Bo3pacte 20 et 6paT mpobaHga oopaTu-
Csl B HaIIly KJIMHUKY C 3KajJjo0aMu Ha CHUXKEHUE JTMOUIO,
oecrutogue B Opake. Ilpu oOcliemoBaHUM BBISIBIEHO
3HAYUTEJbHOE TMOBBIIIEHUE YPOBHSI T'OHAIOTPOIMHOB
[JIT — 21,6 MME/Ma ( Hopma 2,5—10 MME/min), ®CTC
—59 MME/mn (1,4—8,0 MME/mn)], npu CHUXKEHHOM
ypoBHe TecTtocTepoHa [7,6 HMoJib/J (12—33 HMoub/1)],
Ha OCHOBaHWM Yero JAMArHOCTUPOBAH TMIIEPrOHaIO-
TPOITHBIN TMITIOrOHAAM3M. YUUThIBasi aHaMHe3 (IBYCTO-
POHHUI KPUIITOPXU3M) U TIOATBEPXKACHHBINA JAUArHo3
CIIMII y npobanpa, 6paty 610 nipoBeneHo Y3U ma-
JIoro Tasa: BbIsiBIeHbI iepcuctupytomue IMIT (maTka,
MaTouyHble TpyObl). s moaTBepXKaeHUs ceMeiHOu
¢dopmbl CITMII cTapiiemy 6paTy TakxkKe ObLIO MPOBEAe-
HO cekBeHMpoBaHue reHa AMH v BbIsIBJIieHa aHAJIOT Y-
Hast MyTaIus.

OO0cyxaenune

AMI', unu MHruOUTOP MIOJIJIEPOBBIX MPOTOKOB, —
TOMOIWMEPHBIN TIUKOIIPOTEHH, MPUHAIICKAIIUNA K
rpymime TpaHchOPMUPYIONINX POCTOBBIX (PaKTOpoB [3
(TGF-B). I'en AM H xapTpoBaH Ha y4acTKe KOPOTKOTO
wreya 19 xpomocomsr (19p13.3), cocTouT U3 5 3K30HOB
U KOAMpyeT 0eI0K, COCTOSIINM 13 560 aMMHOKKUCIIOT.
MN3nauanbHo AMI cuHTEe3upyeTcsl B BUIe IPOrOPMOHA
W TIOABEPraeTcs IOCIEOYIOIIeMYy PpaCIICIUICHUIO 10
N-koHueBoro TipogoMeHa wu aktuBHoit COOH-
MOJIEKYJIBI pasMmepom 25 k/la.

B mykckoMm opraHusMe He3penbie KieTku Ceproiaun
SIBJISTIOTCS OCHOBHBIM MCTOYHMKOM cuHTe3a AMI'. BHy-
TpUYTPOOHO 3Kcrpeccuss AMIT HaunMHaeTcsl IpUMepHO
C KOHIIa 7-#1 Heleau Mmocjie CBI3bIBAaHUS TPAHCKPUITIIN -
oHHoro (aktopa SOX9 ¢ nmpomorepom AMH. 3atewm,
MOJA, BAWUSHUEM JAPYIMX TPAHCKPUILIMOHHBIX (haKTo-
poB — SF1, GATA4, WT1 [10, 11], ero npoayKLus ycu-
nmBaetcsi. B Hacrosiee Bpems cuuraetcsi, yto AMI
MPUBOAUT K PETPECCUM JAEPUBATOB MIOJUIEPOBBIX MPO-
TOKOB, BBI3bIBasI alloNTO3 KJIETOK, SKCIPECCUPYIOIIUX
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peuenirop AMI' (AMHR). B mocTHaTaabHOM U Mpery-
OepraTHOM nepuoaax npoaykiuuss AMI coxpaHsieTcst Ha
MOCTATOYHO BHICOKOM YPOBHE, TOTIa KaK C HACTYIUIC-
HUEM ITy0epTaTa, ITOBBIIICHNEM YPOBHSI TECTOCTEpOHA 1
co3peBaHMeM KieTok CepToiin, ero CMHTE3 Pe3KO CHU-
xkaetcst. Beicokast nmponykuust AMIT He3penbiMu Kiiet-
kamu CepToiM T03BOJIIET Mcmonb3oBath AMIT Kak
crneur@uuecknii Mapkep X (PYHKIIMOHAJIBHOTO COCTO-
SIHUS B JOyOepPTaTHOM MEPHUOIIE.

HaubGonee yacToii mpuunHO HapyllIeHUsT TPOAYK-
uun AMT y mona ¢ kapuotunom 46, XY sBisieTcs auc-
TeHe3usl TOHA, NMPU KOTOPO# Hapylaercs (GyHKIIUS
Kak kjetok CepTonu, Tak U KJIeTok Jlefigura, cuHTe3U-
PYIOIIUX TECTOCTEPOH, YTO IPUBOAUT K COYETAHUIO
nepcucteHuuu JIMII ¢ HapylieHreM CTpOeHUS T0JI0-
BBIX OPraHOB, OOYCJIOBJICHHOTO BHYTPUYTPOOHBIM Jie-
¢punuTom TectoctepoHa. [ToaToMy OTHUM U3 KPUTEPU-
eB nuddepeHIMaTbHON TMarHOCTUKM IUCTEHE3UU TO-
Hax nipy Kapuotuie 46,XY sBisieTcs HaIM4ue Win OT-
cyrctBue JIMII.

Wmenno ooHapyxenue JIMII B coueTaHuu ¢ areHe-
31eil JIEBOTro siMuKa (MOATBEPKIESHHOIO JanapoCKOI-
YeCKM) MPUBEJO K OLIMOOYHOM AMArHOCTUKE NUCTEHEe-
31U TOHAJ B BBILIEONTMCAHHOI CEMbE.

Brnepsbie CITMII 6611 onucan B 1927 1. V. Seemen
[12], obHapyxuBmuM JIMIT Bo BpeMsi orepaTUBHOTO
JledeHUs1 pedbeHka ¢ KpunrtopxusmMoM. K Hacrosiiemy
BpeMeHU B JuTepaType omucaHo Oosiee 400 ciaydyaeB
CIIMII, oCHOBHBIM BHEIIHUM KJIMHUYECKUM MPOSIBJIE-
HUEM KOTOPOTO SIBJISIICSI KPUTITOPXU3M C pa3HOM cTere-
HbIO JloKau3aiuu. Haauuue kpunropxmusma o0ycioB-
JICHO TeCHOM aHAaTOMMWYECKOM CBsI3blO sinuka ¢ JIMII,
IO3TOMY CTEIIeHb MUTPAIIMK STMYKA U €TO JIOKATU3aIIusI
OTIPEIEIISIIOTCS MOABUKHOCTBIO MIOJUIEPOBBIX CTPYKTYD.
Yare Bcero SIMYKM OCTAlOTCSl B OPIOIIHOM ITOJOCTH
(6pronrHas hopMa KpUINITOPXM3Ma), HO HEPEIKO HElo-
pa3BUTAas IIMPOKasI CBsI3Ka, He TPUKPETUIEHHAsI K OpIO1II-
Hoit ctenke [13], «<au3Bomut» JIMII BMecTe ¢ SUIKOM B
MOIIIOHKY, TPUBOASI K BO3HMKHOBEHWIO TPBIKU (TIpU
CIIMII no 30% caydaeB). TakuM oOpa3oM, KIMHUYE-
ckasg kaptuHa kpuntopxusma npu CITMIT moxeTt Ba-
PBUPOBATh OT OJHOCTOPOHHE TTaX0BOU (POPMBI 10 TBY-
CTOPOHHE OpIOIIHON (hOPMBI.

B cepennHe 80-x romoB c MOsIBJ€HWEM METOIOB
omnpenesieHus ypoBHsd AMI B mia3me ObLIO yCTaHOBJIE-
HO, yTo y yactu namueHtoB ¢ CITMII yposenr AMT
3HAYNUTEJIEHO CHIKEH, TOTIA KaK Y IPYTUX ero YPOBEeHb
HaXOIMTCS B TIpeaeaX HOpMaJbHBIX 3HaUeHUA. Ha oc-
HoBanun 4vero CIIMII pasmgenwin Ha OBE TPYMIIBL:
AMTI-no3uTuBHbIN 1 AMT'-HeraTuBHBIM.

C pa3BUTHEM MOJECKYISIPHO-TEHETUICCKUX TEXHO-
JIOTWIT TIOSIBIWJIACH BO3MOXKHOCTH YCTAHOBUTH U ITATOTE-
Hetnueckyio ocHoBy CIIMII. B 1991 r. B. Knebelmann
M coaBrT. [1] BnepBbIe onucaid HOHCEHC-MYTAlMIO B 9K-
30He 5 reHa AMH cpeny HECKOJIbKUX YJIEHOB MOPOKaH-
ckoii cembr ¢ CIIMII n cHmkeHHBIM ypoBHeM AMI,
YCTaHOBHMB TaKUM 00pa3oM MPUIMHY BO3HUKHOBECHUS
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AMI -HeratuBHbIX (opMm. K HacrosiemMy BpeMeHMH
ormmcano 6oiee 150 cemeit ¢ myramusgmu B reHe AMI,
PaCITOJIOXKEHHBIX B PA3IMYHBIX YIaCTKaX KOTMPYIOIIEH
obOsacty reHa. Tak Ha3bIBa€MbIX «TOPSIYMX TOUEK» IS
MyTalyii, IpUBOIIIINX K Bo3HUKHOBeHUI0 CITIMII, B
reHe AMH oGHapyXeHO He ObLIO.

B 1994 r. 6bi1 k10HUpOBaH red peuenrtopa AMI 11
tuna (AMHR?2) [14]. berox AMI', KkaK u npyrve 4WieHbI
cemeiictBa TGF-[3, ucnonn3yer s nepenaym cUrHaia
nBa peuenropa. M3HayaneHo AMIT (opmupyer KoM-
mwiekc ¢ peuentopoM AMI Il Tuna, KoTopblii B CBOIO
ouepenb akTuBupyeT peuentop AMIT I tumna, orBeuaro-
1mmii 3a pocopuinpoBaHre BHYTPUKIIETOUHBIX OSITKOB.

IlepBast myraumst B reHe AMHR2 Oblna ornucaHa
S. Imbeaud u coaBt. B 1995 r. [9]. K HacTosieMy Bpe-
MeHM omnucaHo 6osee 150 cemeii ¢ MyTaLUMsSIMU B 3TOM
reHe. HecMoTpst Ha BBISIBJICHME MyTallMii Ha TIPOTSIKe-
HUU Bcell Koaupytoleit ooaactu reHa AMHR2, o6Hapy-
XKeHo 2 HaumboJiee YacTo BCTpeyaloluecss MyTalluu C
pa3sHOM MOMNYJISILMOHHON PacIpOCTPaHEHHOCTHIO, YTO
o0ycnoBieHO 3 dekToM ocHoBaTess1. Tak, cpeau mna-
LIMEHTOB ceBepHOIi EBpornbl HanboJiee 4acToii sIBasIeTCsI
neneunst 27 bp (ot 633110 6357 Hyk/leoTHIA) B 9K30HE
10, coctaBisst 10 65% Bcex npuunH CIIMIT 11 Tuma.
HaHHas MyTalMsi B TOMO3UTOTHOM COCTOSIHUM Oblia
ormucaHa u B Poccum [15]. JIpyrast yactass myrauus,
R407X B ak30He 9, yalie BCTpeyaeTcsi Cpeau MallueHTOB
CpenuzeMHOMOpbs U cTpaH bamkHero Boctoka.

Myranuu B reHax AMH v AMHRZ2 ¢ onHaKoOBOI
4acToTOM NMpuBOAAT K Bo3HUKHOBeHUI0 CIIMII, onHa-
Ko npuMepHO B 10—12% ciayvyaeB 3TOro CMHIpOMa My-
TallMU B TaHHBIX TeHAX HE BBISIBIISIOTCS.

3akAloueHue

HecMoTpst Ha Hajmmame METOMOB TOYHOI IHMArHO-
ctuku CITMIT, nouck mytanuii B reHax AMHw AMHR?2
y BCEX IMaIlMEHTOB C KPUIITOPXMU3MOM, YUUTHIBAST BHICO-
Kylo pacmnpoctpaHeHHocTh nocienHero (0,1—0,2% x
1-My romy XM3HU), peKOMEHIOBATh HelleJIeco00pa3Ho.
Mexny TeM Ipu HaJTUYUM TaKUX COIYTCTBYIOIIUX (pak-
TOPOB, KaK OTSATOIICHHBII aHAMHE3 10 KPUIITOPXU3MY B
CeMbe, OTCYTCTBHE SIMYEK C NIBYX CTOPOH, OCOOCHHO
OprolrHble  (OPMBI  KPUIITOpXM3Ma, 0OCiemoBaHue
JIOJDKHO OBITh MaKCHMMAaJIbHO PacIIMpPeHO W BKJIIOYATH
KapuoTtunupoBaHue, Y3W manoro Taza, opraHoB MO-
IMOHKM ¥ TIAXOBBIX KAaHAJIOB, OIIpEACICHUE YPOBHS
AMT, unrnouna B, JIT', ®CI" u TecTrocTepoHa B EPUOLL
MuHuUNyoeprara, a1ubo (B Ooyiee cTaplleM BO3pacTe)
orpenesieHue TeCTOCTEpOHAa Ha Ipode ¢ XOpHMOHUYe-
CKHMM TOHAIOTPOIIMHOM M Janapockonuio. [Ipu nmomo-
3peHun Ha CITMII oGs13aTenbHO TIpoBeneHUE MOJIEKY-
JIIPHO-TEHETUYECKOro HccleaoBaHusi reHoB AMH u
AMHR?2 no onepauuu. JIaHHBII anropuT™M o0clieaI0Ba-
HUS TIO3BOJIMT CBOEBPEMEHHO YCTAaHOBUTH AMArHo3 U
COOTBETCTBEHHO BbIOpaTh MPAaBWIbHYIO TaKTUKY Bele-
HU4 NaLlKUEHTA.
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JOIIOJTHUTEJIbHASI UTH®OPMAILIU S

Wcrounuk ¢unancupoBanus. MoJieKy/IsSipHO-TeHETUYECKOE UC-
cJleloBaHe MTPOBOIMIIOCH B paMKax IMporpamMmbl «Ajibdha-DHI0» pu
(mHaHcoBoOM nopIepxkKe «Asbba-I'pynm» 1 poxma «KAD».

Coraacue namueHTa. 3aKOHHbBIC MPEACTABUTEIN (POAUTENIN) TTa-
LIMEeHTa J100POBOJILHO MOANUCcAIM MHGOPMUPOBAHHOE COrJlacMe Ha

CASE REPORT

MyOIMKALIMIO IEPCOHATBHON MEIULIMHCKON MH(MOpMaluu B 00€311-
yeHHoU (hopme.

ABTOpBI IEKJIAPUPYIOT OTCYTCTBHE SIBHBIX H MOTEHIHATLHBIX KOH-

(1MKTOB HHTEpPECOB, CBA3AHHBIX C MyOIMKANMEil HACTOSIIEl CTATHH.
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