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Pesrome

Hedponarus, acconmuupoBanHas ¢ Mytanueii mynusa 1, peaxoe renerudeckoe 3a00aeBaHue, AA KOTO-
POro XapaKTepHBI ayTOCOMHO-AOMUHAHTHBIN THUTI HACACAOBAHI A, HE3HAYUTEABHbIC H3MEHEHIA B aHAAU3AX
MOuH, pa3BUTHE TyOyAAPHOMH aTPOHUH U HHTEPCTUINAABHOIO (PuGP03a, MEAACHHOE IIPOrPECCHPYIOIIee
curkeHune pyskiuu noyek. B 2014 r. na xoudepenuu KDIGO ato 3a60aeBanue, BMecTe ¢ HEKOTOPBIMU
APYI'HMH, HMEIOIIUMU CXOAHBIE KAMHUKO-MOP(OAOTHYIECKHE IIPOABACHNA, OBIAO 00BEAHHEHO B OAHY
IPyIIly IOA OGIIMM Ha3BAaHHEM AyTOCOMHO-AOMHUHAHTHAA TyOyAOMHTEPCTUIIMAABHAA 0OAE3HB ITOYEK.
Hedpobuomncusa He umeeT OOABIIIOro 3HaYEHUA AAA AMATHOCTUKHU 3TOro 3a0oseBanusa. EaAnHcTBeHHAA
M3BECTHAA B HACTOAIIEE BPEMA MYTAIUA 3AKAIOUAETCA B AOLIOAHUTEABHOMH BCTaBKE IIUTO3MHA B IIOCACAO-
BATEABHOCTH U3 7 IIUTO3MHOB B BAPNAOEABHOM YHCA€ TAHAEMHBIX IIOBTOPOB B KOAMPYIOIIIEH YaCTU I'eHa
MUCI. Dra myranusa He MOXKET OBITh BEIABA€HA HH CEKBeHHPOBaHMEM 110 CaHrepy, HI BBICOKOIIPOU3BO-
AMTEABHBIM CUKBEHCOM HOBOTO ITOKOA€HUA M OIPEACAAECTCA C IIOMOIIBIO CIIEIIMAABHO Pa3paboTaHHOIO
METOAA TEHETUYECKOT0 aHaAm3a. Me1 npuBoanM HabGAroAeHHE 13-A€THEl A€BOUKH C CEeMEHHBIM aHAMHe-
30M, OTATOIIEHHBIM I10 XPOHUYECKOI 0OAE3HHU ITOYEK, Y KOTOPOIl FT€eHETHUECKOE NCCAEAOBAHHE BBIABUAO
myrarmio MUCI.

Abstract

Nephropathy associated with a mutation in mucin 1 coding gene, a rare hereditary kidney disease
characterized by an autosomal dominant type of inheritance, minor changes in urine analysis, development
of tubular atrophy and interstitial fibrosis, a slow progressive decrease in renal function. In 2014 at a KDIGO
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conference, this disease, together with some others having similar clinical and morphological features,
was grouped under the common name of autosomal dominant tubulointerstitial kidney disease. Kidney
biopsy is not of great importance for the diagnosis of this disease. The only currently known mutation
is a single cytosine insertion into a string of 7 cytosines in the variable-number tandem repeat (VNTR)
region of the MUC-1 gene. This mutation cannot be detected either by sequencing by Sanger or by a new
generation sequencing and is determined by a specially developed method of genetic analysis. We report
a case of a 13-year-old girl with a strong family history of chronic kidney disease who was tested positive

for the MUCI mutation.
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Xponmgeckas 0oaesub movex (XBIT) apasgercs oanoit
13 HaHOOAEE 3HAYMMBIX MEAHIIMHCKUX M COIMAABHO-
9KOHOMHYECKHX IIPOOAEM COBPEMEHHOCTH. XOPOIIIO
n3y4eHB OCHOBHBIE TpHauHbl XBI1y B3pocABIX AFoACH,
TAKHE KAK CAXapHBII AMA0ET, apTepUaAbHAsA THIICPTEH-
30, IMMYHOAOTHYECKH OOYCAOBACHHAS TAOMEPYAAPHAS
maToAornd u T.A. baaroaaps ycriexam MoAeKkyAApHO-TeHe-
THYCCKUX HCCACAOBAHHI B HACTOAIIIEE BPEMA MOHOICH-
HbIe OOAE3HH BBIABAAIOTCA Kak MuHnMyM y 10% B3poc-
AbIx OoApHBIX € 5 craameit XBIT [1, 2]. B To xe Bpems,
AO CHX IIOp COXPAHSIOTCA TPYAHOCTH B AUATHOCTHKE Ha-
CACACTBEHHBIX He(DPOIIATHIT, OOYCAOBACHHBIE HEAOCTA-
TOYHOCTBIO TCHETHYECKUX HCCACAOBAHIH, OTCYTCTBHEM
OrOMApPKEPOB, TETEPOIEHHOCTHIO KAMHIYECKUX ITPOSAB-
AeHHI 1 T.A. B Teuenne mrormx Aecarnaeruii medpo-
AOTH HAOAIOAAAH HE HMEBIIIIE TOYHOTO OIPEACACHIA
CeMelHbIE CAyYan 3a00AEBAHUIT IIOYEK C IIPEAIIOAATAC-
MBIM 2yTOCOMHO-AOMHUHAHTHBIM TUIIOM HACACAOBAHUA,
IIPH KOTOPBIX NCTOYHHKOM ITATOAOTUYECKIX H3MEHEHMUIH
ABAAACH TYOYAAPHBIN SIINTEANH. Y TAKUX IIAIINECHTOB IIPH
Ouorcuu BBIABAAANCH HeCIerudmaeckas TyOyAspHas
arpodud ¥ HHTEPCTHINAABHBIN (HHOPO3 IPH OTCYT-
CTBHM ITPU3HAKOB IIEPBUYIHOMN ITAOMEPYAAPHOM ITATOAO-
rua. OTMEYaAOCh ITOCTEIIEHHOE CHIKEHUE (DYHKITHH
nouek ¢ passuruenm 5 craaun XBIT B Bospacre ot 17
A0 75 aer [3, 4]. Pasamdnas TepMIHOAOIHA IIPEAAATANACD
AAfl 0OO3HAYEHHSA ITON IPYIIIIBI 3a00AEBAHII, HANOOACE
9aCTO IPHMCHAACHA TEPMUH ""MEAYAAAPHAA KHCTO3HASA 0O~
aessb modek tarr 1 n i 2. Ha kordepernmm KDIGO
B 2014 r. 9TOT TepMUH OBIA IIPU3HAH HEYAAUHBIM, TAK KAK
MEAYAAAPHBIE KHCTHI OTMedaroTca He boAee gem y 40%
TAKUX ITAI[HEHTOB, HE ABAAIOTCH ITATOTHOMOHHYIHBIMH
1 HE OTPAKAFOT KAKOTO-AHOO OIIPEACAEHHOTO ITaTO(DH-
3MOAOTHYIECKOIO MEXAHU3MA, U OBIA IIPEAAOKEH HOBBIH
TEPMHH — ayTOCOMHO-AOMHHAHTHAS TYOYAOHMHTEPCTH-
nuasbHad 0oaesHb modek (AATBIT) [5].

AATBII — rpyrmimma peAKnx reHeTH9IecKHx 3a00AeBa-
HUH, AAl KOTOPBIX XapaKTEPHO IIPOIPECCHBHOE PA3BH-
THE TYOYAOMHTEPCTUITHAABHOTO (hIOPO3a H MEAACHHOE
camkenne pyHKnnn mogex [0, 7.

Karouom k amarsoctuke AAITTD aBasercsa cemeii-
HBIH aHamMHe3 — Haanmare XbBI1 mo kpaiiaeit mepe B AByX
ITOCAEAOBATEABHBIX IIOKOACHHUAX, KAK MUHIMYM Y OAHOTO
peOEHKA B Y OAHOTO U3 POAUTEACH.

K nacrosimemy MOMeHTY HACHTH(UITIPOBAHEI Ue-
TeIpe ocHOBHBIE reHeTndaeckue mpuauasl AATBIT: myTa-
i B rere UMOD, KOAUPYIOITIEM YPOMOAYARH, B IeHe
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REN, xoaupyrorem pennn, B rene [INF7B, koanpy-
roreM AAepHsii dakrop rematoruTos u B reae MUCT,
koaupyrormem mynunl [3].

AATBII, accorumpoBarnasn ¢ MyTarnuei Myrna-1,
(AATBIT — MUC1) — OMIM 158340 — peakoe 3aboae-
BaHIE. DTOT AMATHO3 YCTAHOBACH Y IPEACTABHTEACH ~
200 cemett 8 CIIA u ~ 1000 cemett B mupe [3]. V 60AB-
IIIMHCTBA IAINCHTOB CAHCTBCHHBIM KAUHITIECKIM IIPO-
ABACHHEM ABAACTCA MEAACHHO IIPOTPECCHPYIONIEE Pa3-
suTre XDBIT ¢ ABHBIM ayTOCOMHO-AOMHUHAHTHBIM THIIOM
HacAeAoBaHuA. OOBIMHO MHOTTIE YACHBI CEMBH B PA3HBIX
nokoAeHHAX crpasaroT XBII, Bo Bcex cayuasx XBII
HMEETCA Y OAHOTO U3 POAHTEAEH ODOABHOIO peOEHKA.
Teopermueckn peAKOe HCKAFOUEHHE MOTIYT COCTABAATH
MYTAIIHI de 7000, KOTOPBIE HE OIMCAHBI K HACTOAIIEMY
mMoMeHTy. CKOpOCTh CHIKEHHA (DYHKIINH ITOYEK CyIIle-
CTBEHHO BAPBHUPYET MEKAY PASAUIHBIMU CEMBAMU H AQKE
MEKAY YACHAMU OAHOH cembr. CpeAHHIT BO3pAcT pas-
Butus 5-oit craann XBIT cocraBaser 43 roaa, KOAEOAACH
o1 17 A0 75 Aer, IPIUIEM MOTYT OTMEYATHCH 3HAYHTEAD-
HBIC PA3AUYHA AQKE MEKAY POAUTEACM U PEOEHKOM.
Bleyer at all. HabAroAaAn HECKOABKO CEMEH, B KOTOPBIX
IIAIHCHTHL HY/KAAAUCH B AnaAuse B Bospacre ~ 30 aer,
B TO BPEMS KaK HX POAUTEAH B Bozpacte ~ 00 AeT nmeAn
ToABKO 3 craauro XDBIT [4]. [ToBeirienue kpeatuHuHAa
CBIBOPOTKH KPOBH OOBIMHO BBIABAAETCA B KOHIIE 2-TO Ae-
CATUAETHSA KU3HU. Y OOABHBIX B TEUEHUE AAUTEABHOIO
BPEMEHHU OTCYTCTBYIOT KAKHE-ANOO APYTHe CHMITTOMBI
0oAe3HN. AHAAM3BI MOYH OCTAFOTCA HEM3MEHEHHBIMH,
32 MCKAFOYCHHEM HEOOABIIIOH IIPOTENHYPHUH § HEKOTO-
PBIX IIAIUEHTOB, KOTOPAs HE HMEET TEHACHIINH K yBe-
Amgenuro u seeraa Hike 500 mr 3a cyrkm. [loukw mpu
V3W AAUTEABHO MOTYT BHITAAAETH HEM3MECHEHHBIM,
HO 110 Mepe rporpeccupoparnsa XbIT y 6GoaprmHcTBa
HAIMEHTOB OTMEYAETCHA HECIEIn(UIECKOe yMEHbIIIe-
HIE Pa3MEPOB IIOYEK U ITOBBIIICHNE 3XOICHHOCTH ITAPEH-
XxuMBI. BO3MOKHO HOSIBAGHHIE KHICT B ITAPEHXHME JAIIIE
BCETO HA TPAHMIIE KOPKOBOTO M MO3rOBOTO BEIIECTBA.
ApreprasbHas IUIEPTEH3NA, AHEMUA, TIOAATPA BCTPEYa-
IOTCS C TOH 7K€ YACTOTOM, KAaK M IIPU APYTUX BaPHAHTAX
XbIT [3, 4.

Myrmn-1 (MUCI, CD227) — BcTpoeHHBIH B MeMOpaHy
OEAOK, IPOTEOrAMKAH U3 IPYIIIBI MyIIHHOB. CHHTE3HPY-
€eTCA AIIMKAABHON ITOBEPXHOCTBIO SIINTEANAABHBIX KACTOK
1 0DECITEUNBAET UX 3AINUTY OT PASAMYHEIX ITATOTEHOB.
Myrus-1 mveer ocHoBHYyIO Maccy 120-225 kAa, koTopas
IIpH TARKO3HAMpOBaHuH yBeAnanpaercs Ao 250-500 kAa.
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beaok umeer TpaHcMeMOpPAaHHBIA, BHEKACTOYHBII U BHY-
TPUKAETOUHBIH AOMeHE. Mymun-1 mpukpemnaserca
K AIIHKAABHON IIOBEPXHOCTU SIIUTCAHAABHBIX KACTOK
PA3AMYHBIX OPTaHOB C ITOMOIIBIO TPAHCMEMOPAHHOIO
AOMCHA. BHEKACTOUHBIN AOMCH BKAIOYACT B CCOS AOMCH
C IIEPEMEHHBIM 9uCAOM TaHAeMHBIX TOBTOPOB (VNTR).
[ToBropsercs ygacTok, cocrosrmii u3 20 aMIHOKHUCAOT,
IIPHYEM KOAMYECTBO TaKUX ITOBTOPOB Bappupyer o1 20
A0 120, 9TO ABASIETCA CAEACTBHEM BEICOKOIO IIOAHMOP-
pusma rena MUCT. D1r 1OBTOPE OOraThl OCTATKAMH
CepHUHA, TPEOHHUHA H IIPOAHMHA, KOTOPBIE AOIIYCKAIOT
TAKEAOE O-TAMKO3HAHpOBaHHe. B saBucumoctn oT KO-
AMYECTBA TAHACMHBIX ITOBTOPOB BHEKACTOYHEIH AOMCH
myrmHal mpoctupaercs Ha 200-500 HM 32 IpeAeABI 110~
BepxHOCTH KAeTKH. [{prroraasmariaeckan cyobeAnHma
myrHa-1 (pparment 1098-1255) coaepxut OGoabIIOE
KOAMYECTBO YIACTKOB CBA3BIBAHHA C PEIYAATOPHBIMU
OeAKAMI U OIIPEACAAET YIACTHE MYIIMHA-1 B HECKOABKHIX
CHUTHAABHBIX Iy TAX [8)].

I'en MUCT rokaanzosan Ha xpomocome 1g21, co-
cTouT 13 7 9K30HOB U B KOAUPVIOIICH YaCTH COACPIKUT
BaprabeAbHOE YHCAO TAHAEMHBIX HOBTOPOB [9, 10].
CAeACTBHEM HEIIOCTOAHCTBA KOAHYECTBA ITOBTOPOB fB-
Adercs BeIcokui noaumopdusm aaunsr reaa MUCT.
K macrosmemy Mmomenty Bo Bcex cembsix ¢ AATBIT —
MUCT natisena OAHA U Ta 3KE MYTALHSA, 3AKAIOYAIOIIASACS
B AOITOAHHTEABHOI HHCceprmu (Berapke) rnrosuna (+C)
B IIOCAEAOBATEABHOCTD U3 CEMU ITUTO3UHOB B AFOOOM
OAHOM U3 MHOTOKPATHO IIOBTOPAIOINUXCHA YIACTKOB
13 60 map OCHOBAHUIH, KOTOPBIE KOAUPYIOT OIIMCAHHBIE
BBIIIIC ITOBTOPSIOIIHECS yIacTKy U3 20 aMHHOKHUCAOT.
OTa MyTanus IPUBOAUT K CABUIY PAMKH CYHTBIBAHISA
C IIOCACAYIOIIEH CAMOIPOU3BOABHON TEPMUHALIMCIH
IIpoIIecca TpaHCAAHH. B pesyabrate oOpasyercsa oco-
OBIIT HEOITPOTEHH, UMEFOITINIT BBICOKIH ITOAOKUTEABHBIH
3apsA B OOPA3YIOLIHH HHTPALICAATOASPHBIC ACIIO3HTBL
V marmeHToB 5TOT HPOTEHH (DOPMHUPYET ACIIO3HTHI
CHCTEMHO B SIIHTCAHAABHBIX KACTKAX, BKAIOTAS JKCAY-
AOYHO-KHITICYHBIN TPAKT, CHCTEMY ABIXAHIA, MOAOYHEBIE
’KEAE3Bl, CAABHBIC KEAE3Bl, BOCXOAAITHH OTAEA IETAU
['enae n AucTasbpHBIC H3BUTEIC KAHAABIIEL |10 HEmsBecT-
HBIM II0KA IIPUYUHAM 3TOT IIPOLIECC IIPUBOAUT K ITATOAO-
THYECKUM IIOCACACTBHAM HCKAFOUHTCABHO B KAHAABIIAX
IIOYEK, TAC AKTUBUPYETCA AIIOIITO3, IIPOUCXOAUT IIOCAD
KAETOK TYOYAAPHOTO 3IIHTEANA U PA3BUBACTCH IIPOIPeC-
cupyromas XbIT [3, 4]. Tak kax MyTamus AOKaAH3yeTcs
B 00AACTH TAHACMHBIX ITOBTOPOB, KOAHYECTBO KOTO-
PBIX YUPE3BBIYANHO BAPHAOEABHO, U 3aKAFOYACTCA B HH-
CEPIIHH AOIIOAHHTEABPHOrO BocbMoro rurosuna (+C)
B ITOCAEAOBATEABHOCTb U3 CEMH ITHTO3UHOB B OAHOM
AFOOOM U3 3THX ITOBTOPOB, OHA HE MOKET OBITH BHIAB-
A€HA HU C IIOMOIIBIO KAACCHYIECKOIO CEKBEHUPOBAHUA
o CaHrepy, HUI C IIOMOIIBIO CHKBEHCA HOBOIO ITOKO-
acuud [11, 12]. Aas oOHApy:KEHHA 5TON MyTALIHH IIPH-
MEHACTCA YHHKAABHBIIT METOA, OCHOBAHHBIN Ha TOM,
gro +C paspymaer caiT pecTPHKIIN, PACIIEIATEMBIH
sHAOHYKA€a301 Mwol, B cBA3M ¢ 4eM IIOCAE MHOTOKpPAT-
HOI 0OpabOTKM reHa 9TOIH SHAOHYKAEA301 B 00AACTH
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KQ’KAOI'O TAHAEMHOTO I10BTOpa (60 Imap OCHOBAHHIT) yAa-
érca yAaAuTb yaacToK u3 7C, OCTaBUB HHTAKTHBIM 8-OM
nurosus. [Tocae MEHOrOKpaTHOM ITOAOOHOI 00pabOTKH,
¢ ammaudukarpeit koueunsix ¢gparmerros AHK mpo-
BOAHUTCA HCCAEAOBAHIE METOAOM MACC-CIIEKTPOMETPIH
C MaAOH CKOPOCTBIO Aa3EPHOI AecopOunu/moHmn3a-
mmn (MALDI-TOF) [11, 12]. [ToaoOHEIT METOA reHe-
THYCCKOTO AHAAN32 B HACTOSAIIICE BPEMsA AOCTYIICH BCETO
B HECKOABKHX AaDOPATOPHAX MHPA, YTO 3HAYUTEABHO
3ATPYAHAECT OKOHYATEABHOE IIOATBEPKACHIE AHATHO34
y MHOTIHX I1arueHToB. EIé OAHHM HEAOCTATKOM 9TOTO
METOAA ABAAECTCA TO, ITO OH CIIOCOOEH OOHAPYKHBATH
TOABKO BCTaBKy nurtosuHa (+C), HO He ITO3BOAACT Ha-
XOAHUTH APYTHE HHCEPINH, CYIIECTBOBAHHE KOTOPBIX
srioAane Bosmoxkuo [11, 12]. ITpu AATBIT — MUCI
He cymectByeT crernuduaeckoro acdennd. I1oaxoAn
K Teparmu npoasaenuii XbIT rakue ke, kax u mpu XbI1
APYTOH 9THOAOTHH. BOAC3HB HIKOIAQ HE PELIMAUBHPYET
B IIOYEYHOM TpaHCIAAHTaTe. UACHOB CEMbU ITAIIMECHTA
MOZKHO HCIIOAB30BATH B KAYECTBE KIBOTO POACTBEHHOTO
AOHOPA TOABKO IIOCAE HCKAIOYCHHS § HUX AAHHOTO 3200-
AEBAHUSA C IIOMOIIIBIO TEHETUYIECKOIO HCCACAOBAHMA [3].

Kaunnuvecxoe nabarwdenue: 13 netHAS ACBOUKa,
CAMHCTBEHHBIH PEeOEHOK B CeMbe, BIIEPBBIC IIOCTYIIHAA
B I'BY3 "OAKB" r. Openbypra 07.08.2017 r. B cBsisn
C BEIBACHHOM ITpH PO OCMOTPE HEOOABIION IIPOTEH-
nypueii. Konnenpanusa 6eaxa B ceprur OOIINX aHAAN30B
moun cocraBasiaa 0,15-0,2 v/ a. Msyuenue anamuesa 06-
HAPYAHIAO CEMEHHYIO HCTOPHIO, OTATOMEHHYIO 110 XBIT
o anann Matepu (Puc. 1). Mars pebGénxa 34 et nmeer
4 crapuro XBIT (kpearunun ceBopoTkn 208 MKMOAB/ A,
CK® no dopmyae CKD-EPI 26 ma/mun). [Tpu V3L
y He€ OTMEYAETCA YMEHBIIIEHHE PA3MEPOB IIOYEK C I10-
BBIILICHIECM 3XOICHHOCTU ITAPCHXUMEIL: IIPaBas IIOYKA
83X46 MM, AeBast Touka 85X44 mm. BoraBAeHbI eAnHITY-
HBEIE MEAYAAPHBIE KHCTHI C 00enX CTOpOH. babyrika
IO AMHUH MaTepH, 53 AeT — ¢ 35-AeTHEro BO3pacra IOAY-
AT ACUEHHUE IIPOrPAMMHBIM TEMOAUAAU3OM. Y CECTPHI
0aby1kn, 49 aer — B cBAsu ¢ 5-oit craaueii XBIT cdop-
MUPOBAHA APTEPHOBEHO3HAA (DICTYAA 1 OHA TOTOBHTCA
K ACUCHUIO B AHAAUSHOM meHTpe. [Ipasea mo aumnm ma-
tepu ymep ot ypemun B 40 aet. V marepu u y 0abyIuke
HIKOTAA HE OTMCYAAOCH H3MCHCHUIN B AHAAN3AX MOYHL
Martp umeeT apTepUAABHYIO THIIEPTEH3UIO, KOHTPOAH-
PYEMYIO MEAHKAMEHTO3HO, B TEUYCHHUE IIOCACAHHUX 5 A€T.

[lpu mocTymaeHuu B cranuoHap y peOEHKa OTCYTCTBO-
BaAN KaA00bL. PHU3HYecKoe pasBUTHE COOTBETCTBOBAAO
Bospacty: Bec 45 kr (50-p1if mepreHTHAR), pocT 157 cm
(50-prit meprienTHAB). Mecsumsie ¢ 12 Aet, peryAsipHbIe.
[pu 06bexTHBHOM OOCAEAOBAHIH CO CTOPOHBI BHYTPEH-
HUX OPraHOB ITATOAOIUH HE BBIIBACHO: OTEKOB HET, apTE-
PHAABHOE AABACHHE B IIPEACAAX HOPMAABHBIX 3HAYCHUIL.
[TokazateAn KAMHHYECKOTO aHAAU3a KPOBH B ITPEACAAX
nopmst: Hb 126 r/a, Op 4,32X1012/a, A 5,8X10°/a, Tp
275%10°/a, COD 10 Mm/4. B cepun obrmnx anaansos
moun yaeAbHeL Bec A0 1030, Geaox 0,098-0,138 r/a.
Cyrounas nporennypus 220 mr/cyrkn. brnoxnmuude-
ckuil aHaAn3 kposu: obmmit 6eaox 80 r/a (64-83),
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Puc. 1. PopocaosHas cempu ¢ AATBIT

My K4HHBI OTMEYCHDI KBAAPATAMU, KEHIIIHBI KPY/KKAML.
YépHBIM 1IBETOM 00O3HAYEHBI OOABHEIE YACHBI CEMBH.
Crpeaka yKa3pIBaeT Ha IIPOOAHAA.
[epeuépkuyT yMepIIUIT YACH CEMBH.

Fig. 1. PoaocaoBHas cembu ¢ AATBIT

My:KUHHBI OTMEUEHDI KBAAPATAMH, KEHIIIHBI KPY/KKAMH.
YépHbIM 11BeTOM 0003HAYEHBI OOABHBIC YACHBI CEMBHL.
Crpeaka yKkaspiBaeT Ha IIPOOAHAL.
[lepegépkmyT ymepImit 9ACH ceMbH.

aapbymnu 45,3 r/a (35-50), mogeBuna 5,16 MMOAB/ A
(2,4-6,4), xpearnnun 81,2 mkmoan/A (53-97), moue-
Bast kucaota 180 mxmoan/A (145-350), obmuit xoae-
crepun 4,31 mmoan/A (3,0-6,0), obrunit Guanpybun
16,5 mxmoan/a (3,4-17,1), AAT 6,3 E/a (a0 31), ACT
11,9 E/a (a0 31), kaanii 4,51 mymoas/ a (3,5-5,5), narpuit
142 mmoab /A (135-145), xaop 104 mmoan/a (97-108).
Kayboukosas dpuaprparus, paccanrannas mo dop-
myae HIBapma (revised Bedside Schwartz formula 2009),
93 ma/mun /1,73 M2, CepoAaorndeckue TeCTbl, BRAIOYAs
AHTHHYKACAPHBIC AHTHTEA, AHTUTEAA K ABYCIINPAABHON
AHK, C3, C4 B nmpeaerax pedepeHCHBIX 3HAYCHHIN
KoHcyApTarms OkyArCTa — rAa3HOE AHO O€3 ITATOAOTTIHL
V3U mouek: aesasg 100X39 mm, maperxuma 14,5 v,
mpasas 101X36 am, maperxuma 14 MM, DXOreHHOCTb 112~
perxumer He n3merera. IAC B Hopme. Mo4eBoii Iy3bIpb
6e3 ocobeHHOCTEH. MOYETOYHNKI HE BU3YAAH3UPYIOTCH.
VuureBasg OTATOIMEHHBIA CEMEIHbIA AHAMHE3 U #Ke-
AAHUE YACHOB CEMbH YCTAHOBUTH TOYHBIH AHATHO3,
obpasuer AHK 1péx uaeHoB cempu (pebGEHOK, Mama,
©a0y11Ka) OBIAK OTIIPABAEHBI B IEHETHYECKYIO AA0OPaTO-
puto the Broad Institute of MIT and Harvard (Cambridge,
MA, USA). I'eneTnaeckuii aHaAH3 BO BCEX IIPEACTABACH-
HBIX 00pasmax BeiABUA MyTaruio MUCT (BcraBky 1im-
TO3MHA B 00AACTH BAPUAOEABHOTO YHCAA TAHAECMHBIX
11oBTOpOB), accormuposannyro ¢ AANTBIT— MUCT.
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B macrosimnee Bpemsa 110Ka3aHO, ITO BEPOATHOCTD Pa3-
sutus 5 craann XbBIT B Tedenne KusHU y IPEACTABH-
TeAd OeAoit pacel coctaBader 3,6%. CooTBETCTBEHHO,
BEPOATHOCTD TOTO, YTO Y ABYX YACHOB CEMBH U3 ABYX
IIOCACAOBATEABHBIX TIOKOACHHUH (POAUTEAD 1 PEOEHOK)
BO3SHUKHYT ABA PA3AIYIHBIX 3a00ACBAHS, IIPUBOAAIINX
K HEOOXOAMMOCTH 3aMECTUTEABHOIN IIOUEYHOH Tepa-
mnn, cocrasaser 1:1000 [1]. B Tex caywasx, koraa 6o-
AC3HB OTMEYAETCA B TPEX U DOACE IIOCACAOBATEABHBIX
ITOKOACHHAX CEMBH, 9T2 BEPOATHOCTD CTAHOBUTCA €INE
Ha IIOPSAOK HITKE, B TO BPEMA KaK BEPOATHOCTD IIEPEAAIH
PeOEHKY ayTOCOMHO-AOMUHAHTHOTO 3a00AEBAHHA CO-
crasasier 1:2. [ToaTomy, KOTAa IIPEACTABUTEAN HECKOAD-
KHX ITOKOAEHHUI OAHOH cembn nMmeror XBIT, mpemxae
BCETO CACAYET 3aIIOAO3PUTDH AyTOCOMHO-AOMUHAHTHOE
3aboaeBanne. B aroii curyarum X-criernaeHHOE perec-
CHBHOE HACACAOBAHHE MOKET OBITh HCKAIOYCHO IIPH
OTCYTCTBHH T€HACPHBIX PA3AUYNI B TAXKECTH KAMHIIC-
CKUX IIPOABACHHH, a4 X-CLEIIACHHOEC AOMUHAHTHOC 3a-
OoAeBaHIE OIIPOBEPraeTCs epeAadceii GOAe3HH OT OTIA
CbIHy AW HAATYIHEM XOTA 61)1 OAHOfI 3AOpOBOI>‘I AO"ICPI/I
y 6oabHOTO OT11a. Kpome Toro, X-crerraeHubIe AOMHI-
HAHTHBIE 3a00ACBAHUA B HEDPOAOTUN ITPEACTABACHEI
BCErO HECKOABKIME ACTKO-AHATHOCTHPYEMBIMI HO30AO-
rugecknmMu POPMaMI: HEKOTOPBIME BAPUAHTAMI THIIO-
dpocdaremuaecKkoro paxura # PEHAABHOTO HECAXaPHOIO
anabera. [Tocae Toro, kak HACHTUUIIIPOBAH CIIOCOD
HACACAOBAHHA, HEOOXOAUMO BBIITOAHHTD AHAAM3 MOYH
u V3W mouesoit cucremsr. Haanune remarypuu u/uan
IIPOTENHYPUH 3aCTABASCT IIPEAITOAOKHTD BPOKAEHHYIO
TAOMEPYAAPHYIO IATOAOTHIO C ayTOCOMHO-AOMUHAHT-
HBIM THUIIOM HACACAOBAHES: OAHH U3 BAPHAHTOB IIATOAO-
THH KOAAATE€HA Y4eTBEPTOTO THITA UAU HEKOTOPHIE BUABI
moporromaruil. Aast AATDBIT xapakrepHo otcyTcTBHE
3HAYMMBIX H3MCHECHHUI B AHAAN3aX MOYH. Y OOABIIHH-
CTBA IAIIMEHTOB HE OTMEYAETCA I'EMATYPHH, U TOABKO
y HEKOTOPBIX MOKET BCTPEYATHCA HEOOABIIAS IIPOTCH-
nypud, seceraa Meree 500 mr B cytku [3]. V3I Mmouesoit
CHCTEMBI ITO3BOAACT UCKAIOYHTD [IOAHUKHCTO3 ITOUCK, TAK
KaK HECMOTPS Ha TO, YTO ¥ OTACABHBIX IIAIIIEHTOB MOIYT
Pa3BUBATHCA MEAYAAAPHBIE KHCTBI, YABTPa3BYKOBAA Kap-
trHa 1pr AATDBIT sHaunTeABPHO OTAMMACTCA OT KAPTHHBL
4yTOCOMHO-AOMHHAHTHON IIOAUKHCTO3HOHN OOAE3HH,
IpuaéM He TOABKO KOAMIECTBOM M AOKAAM3AITNEH KHCT,
HO U pasMepamu 1o4ek, koropsie mpu AATDBIT wamme
BCEro yMCHbLHCHbI, MOI‘YT 6I)ITI) HOpMaAbHI)IMI/I, HO HH-
korAa He ObiBaroT yBeardeHubivMu. AANTBIT oramgaercs
ot HeppoHOdTHU3A, AA KOTOPOIO XapPaKTEPEeH ayTo-
COMHO-PEIIECCUBHBIH THII HACACAOBAHIS C OOACE PAHHIM
pasBuTHeM IOYeuHOI HepocTaTouHocta. Hedpobuor-
cus mpu AATBIT BeraBaser pubpos nAn BoCImaAuTEADb-
Hele HHAUABTPATH B HHTECPCTHIINH. DTH H3MCHCHI
HE ABAAIOTCA TATOTHOMOHUYHBIMU H HE ITO3BOASIOT
IIOCTABUTH AMATHO3, B CBA3H C YEM IIPEAIIOYTHTEABHBIM
AHATHOCTHYIECKUM METOAOM SBASIETCS IC€HETHYECKOE
nccaepoBanue [3, 4].
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B mpeAcTaBACHHON KAMHUYECKOH CHTYAIIMH HaM

HEOOXOAUMO OBIAO PEIIUTD ABE 3aAAUH:

1) mocraparbcs yTOYHUTH AHATHO3 UMEFOIIEIOCA B CEMbE
3a00AEBAHUA ITOYCK I

2) OTBETHTH Ha BOIIPOC O TOM, YHACAEAOBAAA AM HAINA
13-AeTHAA IAITHEHTKA 9TO 3200ACBAHIE 1 IMEETCS AL
y He¢ pUCK pasBUTHA U Iporpeccuposanud XbII?
[Tpexae Bcero, HaM AErKO OBIAO HCKAFOUHTH HepO-

HO(THS, TAK KAk He(OPOLIATHSA 3ATPATUBAAA KAK MUHIIMYM

TPH IIOCAEAOBATEABHBIX ITOKOAEHHS, YTO ITO3BOAHAO HC-

KAIOUHTH 2y TOCOMHO-PEIeCCHBHBIE 3a00AeBanmA. Kpome

TOTO, y CTAPIIUX YACHOB AaHHOI cembr XBIT 5 craann

Pa3BHUBAAACh Ha 4-5-M ACCATHAETUH KU3HH, YTO 3HAYU-

TEABHO IIO3IKe, YeM 3TO OOBIMHO OTMeYAeTCA IIpu Hedppo-

Hodrruse. AA ICKAFOUEHHSA ayTOCOMHO-AOMHHAHTHOTO

ITOAMKHCTO3a IIOYEK HAM OBIAO AOCTATOYHO OIECHHTDH

V3U Mo4eBOH CHCTEMBI y MATEpH. Y MEHBIICHHBIE

pas3Mepsl IIOYEK U HEOOABIIOE KOAMYECTBO KHCT Y I1a-

nuentky ¢ 4 craaumeir XBIT 6e3 Tpyaa mossoanan 1o

caerats. HopmaabHbIi 0OIINil aHAAN3 MOYH Y MaTepH

M OTCYTCTBHE I'€MATYPHH ¥ IPOTEHHYPUH B AHAMHE3E

y 0abyrmkn (B AoAnasnsHyro craanio XbI1) mossoanan

HCKAFOYNTD ayTOCOMHO-AOMHHAHTHBIE ITAOMEPYAOIIA-

tin (CHHAPOM AABITOpTa, oAonnTonaTun). [loaromy

10 KAUHIKO-A20OPATOPHBIM AAHHBIM MBI OCTAHOBUAHCH

na anaraose AATDBIL. Oanaxo, Hecmorps Ha HEOOAD-

ITIYIO IIPOTEUHYPHIO 1, BO3MOKHO, HEKOTOPOE CHELKCHIIE

CK®, amarzo3 AATDI y marreit 13-AeTHel mariueHTKI

BBI3BIBAA COMHEHHA, ITOCKOABKY COHOTPA(OUYECKH OYKN

y He€ BBITAAACAU COBEPIIIEHHO 3AOPOBBIMU. Pe3yAbTaTsr

rererndeckoro Tecruposannd ycranosuan AATBIT —

MUCT y Bcex 0OCACAOBAHHBIX YACHOB CEMbH, BKAIOYAS

pebEnKa, ITO TTO3BOAHAO:

1) orserurs Ha Bompoc o npuause XbI1, BoAHoBaBIIIHI
HECKOABKO ITOKOACHUH 3TOM CEMbH,

2) ortkasarbcs 0T HEPPOOUOIICHH, KOTOPAs MOTAQ ITAQ-
HHPOBATBCA B OYAYIIIEM y HAIICH IAIIMEHTKN, HAK
y KOro-HUOYAD U3 €€ OOABHBIX POACTBEHHHUKOB,

3) IPOTHO3MPOBATH PA3BUTHE M MEAACHHOE ITPOIPECCH-
posarne XBITy 13-Aernero pebénxa,

4) ompeaeAnTH B OYAYIIIEM HEOOXOAMMOCTD I€HETHYE-
CKOTO ODCACAOBAHUA Y TEX YACHOB CEMBI, KTO OYAET
paCCMATPHUBATHCA B KAYECTBE BO3MOKHOIO AOHOPA
IIOYKH.
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