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PE3IOME

O6ocHosaHue. ®amasneHasa cemeliHas 6eCCOHHUYA — pedKoe 2eHemuy4ecKu
demepMUHUPOBAHHOe HelipoOezeHepamuseHoe paccmpoulcmao u3 epynnei
npuoHHbIx 3a6onesaHuli. OCHOBHOU NpUYUHOU e20 BO3HUKHOBEHUS A8/19emcs
aymocomHo-0omMuHaHmHas mymauyus D178N 2zeHa PRNP, npugodsawas K cuHmesy
namosozau4ecko20 NPUOHHO20 beska PrP.

Lene. Ha npumepe KauHUYECKO20 C/1yHas onucams npumep paHHe2o oebroma
hamaneHoU cemeliHoU 6eCCOHHUYbI Yy NOOPOCMKA, KTUHUYeCKUU npumep e20 8ede-
HusA.

Mamepuanel u memoosl. llayueHmka B., 16 1em, 2unocmeHuU4ecko20 mesocsio-
JKeHUSA, NOHUXXeHHO020 NUMAHUS, C OMA20WEHHOU HaciedcmeeHHOCMbIo (y 6abyw-
KU no JIUHUU omya — paccesHHbIlU CK/1epo3) enepable 06pamusdce K Hes8poso2y
2. Teepb ¢ xanobamu Ha NOBEPXHOCMHBIU, yKOpOYeHH®bIU 00 4—5 4acos coH, 6osu
Hecneyuguyecko2o xapakmepa 8o 8CémM mejsie, nepuoduyeckue OHeMeHUs 8 8epX-
Hux koHe4Hocmsax. Cnycms nos1200a NpucoeOUHUIUCL 3aMOPMOXeHHOCMb 8 pedu
U 08UXeHUsX, U3MeHeHUe NOXOOKU, UHMeHUUOHHbIU mpemMop, COH YKOpOYeH
00 2 yacos. B danbHeliwem nodpocmok ympamus cnocobHOCMb K camocmo-
AMesibHOMY N00OepPXXaHU 8epMUKAIbHO20 NOJIOXeHUs mesid, CNoCObHOCMb
Xo0umb 6e3 NOCMOPOHHEU NOMOUU, pedb bblsia c8e0eHAd K 0OHOC/IOXHbIM Omee-
mam Ha eonpocel. C yesbio sepugukayuu oudeHo3a u ougpgepeHyuanbHol oua-
2HOCMUKU C UHbIMU ¢hopmamu HelipodezeHepamueHbix 3a60/1e8aHuli NOOPOCMKY
nposoousILCL BChOMO2dmeJlbHble MemoObl UCC1e008aHUSA: onpedesieHue Hanu4us
aHmumern K A0epHbIM AHMU2eHam, Ma2HUMHO-Pe30HAHCHAA MoMo2pagus, KOM-
NbIOMepPHAs 31eKkMpo3HYepanopagus, NOIUIK30MHOE CeKBEHUPOBAHUe 2eHOMA.
Pe3synomamel. Yuumeleas aHamHes, Xasnobsl N0OpoCcmkd, MHO2006pa3sue Kiu-
Huyeckux nposagieHuli 3a60/1e8aHUA, A MAKXe pe3ybmamsl NOTUIK3OMHO20
CeKBeHUpPOBAHUS 2eHOMd, bbls1 NOCMABJIeH OKOHYAMe IbHbIlU 0UdzHO3 hamarb-
Hol cemeliHOU beccoHHUYbI. B8UOy omcymcmaeus 3muosioeudeckol u namoeze-
Hemuueckol mepanuu 60/1bHoU 8 0asibHeliuleM 0Ka3bl8aadace NAAIUAMUBHASA
MeOUYUHCKas noMowib. JlemasneHsil ucxod Hacmynus depes 19 mecayes nocse
Oebroma 3a60/1e8aHUA.

Bb1800bI. PaccmompeHHbIl KnuHU4eckull csiydali ompaxaem C/10)KHOCMb gede-
HUS NAyueHMos ¢ peOKUMU 2eHemu4YecKuMu 3ab6os1e8aHUsMU, noomeepxoaem
Heobxo0umMocme 063amesibHO20 NPosedeHUs NOJIUSK30MHO20 CEeKBEHUPOBAHUS
2eHOMa C Yesibio 8epucpukayuu 0uazHo3d, Ymo N0380Jisgem c80espemMeHHO OKA3bi-
8aMb NAIUAMUBHYIO NOMOWb.

Knrouyesble cnoea: pamarnvHas cemeliHas 6ecCOHHUUA, NPUOHHHbIe 3a60/1e8aHUS,
6e/IKu-npuoHsi, HelipodezeHepayus

Ona yntnposaHua: Copokosukosa T.B., Mopozos A.M., KptokoBa A.H., Haymosa C.A,,
MuTpononbckas A.B. [eHeTuueckoe NnpuoHHoe 3aboneBaHne — dpaTanbHasa cemeliHas 6ec-
COHHULA (KNMHUYeCKni ciiyyan). Acta biomedica scientifica. 2024; 9(3): 90-94. doi: 10.29413/
ABS.2024-9.3.8
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ABSTRACT

Background. Fatal familial insomnia is a rare genetically determined neurode-
generative disorder from the group of prion diseases. Its main cause is the auto-
somal dominant D178N mutation of the PRNP gene, which leads to the synthesis
of the pathological prion protein PrP.

The aim. Using the example of a clinical case to describe an example of the early
onset of fatal familial insomnia in a teenager, a clinical example of its management.
Materials and methods. Female patient V., 16 years old, of hyposthenic constitu-
tion, undernourished, with negative family history (multiple sclerosis in her paternal
grandmother) for the first time consulted a neurologist in Tver for the complaints
of superficial sleep, shortened to 4-5 hours, unspecific pain all over the body, periodic
numbness in the upper limbs. Six months later, retardation of speech and movements,
changes in gait, and intentional tremor occurred; sleep was shortened to 2 hours.
In the future, the teenager lost the ability to independently maintain the vertical
body position, the ability to walk without assistance, speech was reduced to syllable
answers to questions. In order to verify the diagnosis and to carry out differential di-
agnosis with other neurodegenerative diseases, the girl underwent auxiliary research
methods: detection of antibodies to nuclear antigens, magnetic resonanceimaging,
computer electroencephalography, polyexomal genome sequencing.

Results. Based onthe anamnesis, complaints, clinical picture and results of genetic
research the final diagnosis of fatal familial insomnia was made. Due to the lack
of etiological and pathogenetic therapy, the patient was subsequently provided
with palliative medical care. The fatal outcome occurred 19 months after the onset
of the disease.

Conclusions. The presented clinical case reflects the complexity of managing pa-
tients with rare genetic diseases, confirms the need for mandatory polyexomal ge-
nome sequencing in order to verify the diagnosis, which allows timely palliative care.

Key words: fatal familial insomnia, prion diseases, prion proteins, neurodegenera-
tion
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OBOCHOBAHUE

MproHHble 3ab0neBaHUA NPeLCTaBAAT CO6ON rpyn-
ny HepogzereHepaTNBHbIX 3a00eBaHNA, BO3HMKAOLWMX
B pe3ynbTaTe npeBpaleHna HOPManbHOro NPUOHHOrO
6enka PrPC c npenmyLecTBEHHO a-CNUPanbHOW CTPYK-
TypoW B aHOMasbHyto Gpopmy 6esika, Ha3blBaemyto npuo-
Hom PrPSc. [laHHaA rpynna 3aboneBaHuUin yenoBeka BCTpe-
YyaeTcA B GONbLUVMHCTBE PA3BUTLIX CTPAH MMpa C YacTOToN
1-1,5 cnyyas Ha 1 maH B rog. U3 Hux BblgensioT daTasnb-
HYI0 CemelHy 6eCCOHHMLY C ayTOCOMHO-AOMUHAHTHbIM
TMNOM Hac/iedoBaHWA, CBA3aHHYI0 C MyTauueln B KOQOHe
178 (D178N) reHa PRNP, pacnonoXxeHHOro Ha KOPOTKOM
(p) nneye xpomocombl 20 B no3numn p13 [1]. B pesynbTaTte
MUCCEHC-MYTaLMM NPOUCXOANT 3aMeHa HOpMasibHOM acna-
parnHoBoW Kncnotbl (Asp) Ha acnaparuH (Asn), 4To B CBOIO
oyepenb NPUBOAUT K ierpagauny HeMpPoHoB, nponudepa-
LN acTPOLNTOB 1 KINETOK MUKPOIIAM, HAKOMIEHMIO aHO-
MaJibHOrO NMPUOHHOIO 6eJfika NpPerMyLLeCTBEHHO B Nepes-
HUX BEHTPasbHbIX N MeAnafop3aNbHbIX AQpax Tanamyca,
HUKHEM OJIBapHOM Afpe, MO3XeUKe 1 B SHTOPUHAJIbHOW
KOpe rofioBHOro mo3sra [2, 3].

MauuneHTbl ¢ paTanbHOM CEMENHON NHCOMHMEN Yalle
BCTpeYvaloTcA B BO3pacTHom rpynne ot 20 4o 61 rofa, a Takxke
OHa OfMHAKOBO PacMpPOCTPaHEHa CPear My>KUMH W XKEHLLVH.
OcHoBononaraoLwmm CMMATOMOM JaHHOW NAaTONOr1m ABNA-
eTca 6eCcCOHHULA, TAXKECTb KOTOPOW KOppenupyeT ¢ Npo-
rpeccmpoBaHnem 3aboneBaHusA. BeretatmeHas guchyHk-
LnA MOXeT NPOABNATbCA NPUCTYNaMM NOBbILLEHWA apTepu-
aNbHOrO AaBfIeHNA, SNN304aMU TaXMMHO3, TMNepruapo3om,
ceKcyanbHom gucdyHKLUMen, cTonkon cybdebpunbHom Tem-
nepatypoti Tena. Co CTOPOHbl ABUraTeNbHOWN CUCTEMbI HaW-
60nee YacTo BCTPEYATCA aTakCuA MNOXOAKU U MUOKITOHYC.
B chepe KOrHUTMBHBIX HapyLIeHU NpeBanupyoT 3aTop-
MOXEHHOCTb, CHUXKEHME KOHLIeHTPaLM BHUMaHNUA 1 NoTe-
ps KpaTKOBPeMeHHoN namaTu. [lusaptpus n 6ynbb6apHble
ANCOYHKUMM MOTYT NPOABAATLCA Ha 6onee no3gHen cTa-
avu. Mo mepe HapacTaHuA HeBponornyeckoro aebuunta
NPUCOeaNHATCA U3MEHEHMA B NCUXNYECKOM cTaTyce [4, 5].

CnoXHOCTb BefleHUs NaLeHTOB C ¢paTanibHON cemel-
HOW 6eCCOHHULEN CBA3aHa C OTCYTCTBMEM CreLnduyeckmx
Npu3HaKoB 3a60NeBaHNA NPU PYTUHHbIX METOAAX AMaATrHO-
CTUKM N MeXOYHAapPOAHbIX CTAaHAAPTOB KIVHUKO-AMArHo-
CTUYECKUX KPUTEPUEB, HEAOCTAaTOYHOCTbIO HAayYHbIX AaH-
HbIX /1 Pa3paboTKM STUONOIMYECKON 1 NaToreHeTnye-
CKol Tepanuu [6, 7].

LEJb
Ha npumepe KnuHuuyeckoro ciydyasa onvcaTb NpUmep

paHHero gebtoTa paTanbHON ceMenHON 6eCCOHHULbI Y NoA-
POCTKa U KNMHNYECKNI NPYMEpP BeeH)A TaKoro naumneHTa.

MATEPWUAIJIbl U METOADbI

[MauneHTKa B., 16 neT, rMNOCTEHNYECKOro TeNOCoXe-
HUA, MOHMKEHHOTO NUTAHWUA, C OTAMOLWEHHOW HaCeACTBEH-
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HOCTbIO (y 6abyLIKM MO NMHUKM OTLA — PACCEAHHDBIN CKIe-
po3) BrepBble 06paTnIack K HEBPOJIOTY MO MECTY XUTeSb-
cTBa B MapTe 2019 . C >kanobamm Ha pacCTPOCTBA CHa, Ne-
puogmnyeckoe YyBCTBO OHEMEHNA B BEPXHUX KOHEUYHOCTSAX,
HaBA3UYVBbIN CYyXON Kallesb, 60nb Hecneundryeckoro xa-
pakTepa BO BCEM Tene. VI3 aHaMHe3a N3BECTHO, UTO nep-
Bble CMMNTOMbI NOABMANCL B AHBape 2019 r. Co cnos ma-
Tepu, Ha GOHe CTPeCCcoBOW CUTyauun B CEMbe Y MOAPOCT-
Ka CoKpaTuiacb NPOLOTKUTENIbHOCTb CHa 0 4-5 4, noABu-
NNCb MApPaCcOMHUN, aCCOLMNPOBAHHbBIE C $pa3oi BbiCTporo
CHa, MO TVMY KOLWMApPHbIX CHOBUAeHWI, aucdopus. K KoH-
uy deBpans 6onbHas cTana NnpeabaABAATb *anobbl Ha pac-
CTPOWCTBa YyBCTBUTENBHOCTH, MPOABAAIOLMECA SM30a-
MU OHEMEHUSI B BEPXHMX KOHEYHOCTAX, 60/b Hecneundu-
YecKoro xapakTepa Bo BCEM Tefle, He MELLYI0 CBA3N ¢ du-
3MYeCKMMM Harpy3Kamu, CTPeCccoMm, NPUEMOM NleKapCTBEH-
HbIX NpenapaToB, HABA3UMBbIN CYXOW Kallerb.

Mpu ocMoTpe: 60bHasA TMMOCTEHUYECKOTO TENTOCTONKE-
HWA, NOHMKEHHOTO NUTAHWA, KOXHble MOKPOBbI I BUAMMbIE
cnm3uncTble GU3NONOrMYECKON OKPACKU, yMEPEHHOW BaX-
HOCTW. [lbIxaHne Be3nKynapHoe, MPOBOANUTCA MO BCEM OT-
nenam nérkux. TOHbl cepALa ACHble, pPUTMUYHbIE. ApTepu-
anbHoe fasneHune 110/75 mm pT. cT. [ynbC CUMMETPUYHDIN,
PUTMWYHBIN, yGOBNETBOPUTENIbHOrO HAaMOMHEHWA U Hanps-
XeHus, 96 yao/MuH. KocTHO-MbILeYHas cuctema 6e3 nato-
nornn. MoyencnyckaHume n CTyn He HapyLleHbl. HeBpono-
rMYecKnii CTaTyc: B chepe uepenHbiX HEPBOB — YCTaHOBOY-
HbI TOPU3OHTaNbHbIM HUCTArM B KPaMHUX OTBELEHUAX.
MblLeYHbIV TOHYC HE3HAUNTENBHO CHUXKEH B BEPXHUX KO-
HeuHocTAX. CyXOXuUnbHble pedreKcbl OXMBneHbl. B nose
Pombepra nérkas ctatmyeckas aTakcus.

Ha3HaueHa HenpomeTabonunueckaa Tepanus (ramma-
aMUHO-6eTTa-beHMNBGYTUPOBOI KICIOTON rugpoxnopuga
250 Mr) ¥ BHYTPUMBbILLEYHbIE MHbEKLMM BUTAMUHHOTO KOM-
nnekca, cogepr<allero TMaMmuHa gucynbdug, nMpruaoKCHa
rmapoxnopug, UMaHokobanamuH.

B mapTe naumeHTKa nocTynaet B OTAeNIeHNe HeBPOO-
FUU pernoHasnbHo 60MbHNLIbI C LIENbI0 YTOUHEHNA JnarHo-
3a 1 neyeHusa. K onncaHHOMy paHee CUMNTOMOKOMIMNIEKCY
npucoeanHstoTca 6onm B o6nactn 3aHeln NoBepxXHOCTH
Weun Hecrneundryeckoro NOCTOAHHOIO XapakTepa, Hecu-
CTeMHOe rofIOBOKpPYXKeHMe, coxpaHatLleecs NnoBbiLeHne
TemnepaTypbl Tena go 37,5 °C. MNpun npoBegeHUN MarHnT-
HO-pe30HaHCcHol ToMmorpadun (MPT) mowHocTblo 1,5 Tn
MaTosiorns rofloBHOro mo3ra He obHapyxeHa. Obcneno-
BaHMe Ha CMCTEMHble 3a60N1eBaHNA NMOKa3ano Hamume aH-
TUTEN K AAepHbIM aHTUreHam — 0,2 ea. (Npu Hopme 0 en.);
OCTasNbHble MoKa3aTenu 6binn 6e3 ocobeHHocTel. MpuHs-
TO pelleHVe O NPOJOIIKEHUMN Kypca HelpomeTabonuye-
CKOW Tepanuu B KOMriekce ¢ nevyebHon GpusKynbTypom
1 MarHUToTepanuy Ha obnactb wewn. NpoBefeHa KOHCY b-
TauumA ncuxoTepaneBTa, B XO4e KOTOPOW YyCTaHOBNEHO Ha-
nnyne fenpeccnBHOro PacCTPONCTBA, B CBA3M C YeM B CXe-
My nleyeHua fobaBneH aHTUAenpeccaHT (3cuutanonpama
OoKcanat 5 mr) — 6e3 NnonoXnTenbHOro KIMHUYECKoro a¢-
¢dekra. HeBponorom nauveHTKa nepesefeHa Ha TPaHKBY-
nu3atop (Megasenam 10 Mr) 1 HOOTpON (rOMaHTEHOBAA KUC-
nota 250 mr), 04HAaKO COCTOAAHME OCTaBaIoCh 6e3 NoNoXKun-
TeNbHOW ANHAMUKW.



CnycTa 5 mecAues nocne geb6toTa 3aboneBaHua CoH
y NOAPOCTKA yKOpaumBaeTca A0 2 4, OTMeyvaloTca 3aTop-
MO>KEHHOCTb B peyYn N ABUXKEHUAX, U3MEHEHNe Moxoa-
KM MO TUMY HaBA3UYMBbIX KOPOTKMX LUArOBbIX ABUXEHUN
Npu OCTaHOBKE, NMHTEHUMNOHHbIN Tpemop. HazHaueH no-
BTOPHbIN Kypc Megasenama (15 mr), uto npuBeno K yanu-
HeHMIo CHa 1o 12 4, HO NpW NPOBYKAEHVM BO3SHUK MPUCTYN
Jepeanu3auun: pebEHOK He NMOHVMaJ, FAe HaXoaWsCA, Ka-
KOW cerofiHA AeHb 1 BpeMsa CYTOK, He Y3HaBaJl OKpYy»ato-
LLyt0 06CTaHOBKY 11 FOBOPWI HE CBA3AHHbIE C OKPY»KEHNEM
¢dpasbl. B HeBponornueckom cratyce oTMeyvatTca Tpemop
Kak MoKos, TaK 1 ABUXKEHUs (CMOCOOHOCTb K CaMOCTOATESb-
Hol xobbe coxpaHeHa), TKM BeK, aTakChA, LyMHble B340-
XV 1 BOKanv3Mmbl, AUMIONUs, CKyaHas, 6efHasa Ha OKpacky
peyb, B OCHOBHOM OfHOC/IOXKHbIMU NpeanioxeHmamun. Bea
npuMeHaemas Tepanna oTMmeHeHa. [NauneHTKa HanpasneHa
Ha KOHCYNbTaLMo NCUXNATPA, B XO[4Ee KOTOPOI ObIIO yCTa-
HOBJIEHO: NOrPaHNYHOE COCTOAHUE MO AUCCOLNATUBHOMY
paccTpoOnCTBY NMUYHOCTU. Ha3HaueHa Tepanua Henponen-
TUKOM — KBeTManvHa dymapatom 25 mr.

Cnycta 6 MecaueB nocsie aebiota 3aboneBaHUs KNMHW-
yecKme NpoABNeHNA OOMONMHATCA HaBA3UMBbLIMU ABUXKeE-
HUSIMK FOSIOBOW, Hecneumndryeckoln 60sbio B 0651acTu no-
ACHNLbI, OCTPON 3aepP>KKon Mmouun. bonbHaa rocnutanmsn-
poBaHa, npoBefeHo nosTopHoe MPT-nccnegoBaHume € BHy-
TPUBEHHbIM KOHTPACTUPOBAHNEM, HO KOHKPETHbIX AaH-
HbIX, MO3BONAKLMX ONpeaeNnnTb NPUUNHY 3aboneBaHus,
He BbiABNeHO. [NocTaBneH AnarHo3: HacnefaCcTBeHHO-Aere-
HepaTnBHOE 3a60JIeBaHMNE LLEHTPaNIbHON HEPBHOWM CUCTEMbI
He anddepeHUMpoBaHHOE. Bo BpeMsa HaxoxaeHnsA 601bHO
Ha CTaLMOHapPHOM fleYeHN OTMeYasICA N304 CryTaHHO-
CTW CO3HaHMA, NoABMUIACb CUMMTOMAaTKKa OCTPOro NCuxo-
3a C NpucTynamu genepcoHanmsauum u gepeannsaunm, ay-
TOoarpecuu, XaoTUYHbIMU ABUXKEHUAMMU, SXONannen, oTcyT-
CTBMEM KPUTUKU K CBOEMY CcOCToAHMI0. [TpoBogunach ncu-
XOKoppeKuus 6e3 dapmakonornyeckon nogaepkku. Boi-
nricaHa nog ambynaTopHoe HabnogeHue.

B ceHTAbpe 2019 r. cocToAHNe pebEéHKa yXyALWNIOCh:
naumeHTKa noxyaena o 47 Kr, NoABUIMC Ta30Bble HapyLue-
HWA B BUAe AHEBHOrO M HOYHOrO 3HYpe3a, SHKonpesa. B cas-
31 CNporpeccmpyoLlen gereHepaTMBHON CUMATOMATUKON
HanpaBneHa B HEBPOJIOrMYeckoe oTaeneHre 60sbHULbI
depepanbHoro yposHs. B coepe uepenHoli MHHepBauumy —
CpefHepasMaLLMCTbI FOPU3OHTANbHbIN HUCTArM B KPamHmnx
oTBefeHuAX. [TonoXKuTenbHble CUMMTOMbI OPafbHOro aBTo-
MaTm3Ma (X060TKOBbIN 1 Ha30nabunanbHbIN). B oBMratenbHo-
pednekTopHON chepe: NoxoaKa HapyLleHa, acTasmun-aba-
314, XOQUT TONbKO C MOAAEPXKKOM NN ONMOPOK, nepensu-
raeTca MefKUMU LaXKamMu, BO BPeEMA OCMOTPa HeNpous-
BOJIbHO NepebupaeT BEPXHUMY U HUPKHMUN KOHEUHOCTAMMU.
HabniogaeTcs BblpaXkeHHas MblweyHas runotpodus. Cuna
MbILUL, CHUXKEHA B HUPKHUX KOHEYHOCTAX 10 4 6annos. Mbl-
LIEYHbIN TOHYC U3MEHEH NO MNaCcTUYEeCKOMY TUMY, B BEPX-
HMX KOHEYHOCTAX OTMEUEH CMMTOM «3ybuyaToro Konecay.
CyxoxunbHble pedreKcbl C BEPXHUX KOHEYHOCTEN BbICOKKE,
C pacluMpeHnemM 30H 6e3 YETKOW Pa3HULbl CTOPOH, C HXK-
HUX KOHEYHOCTEN — He BbI3bIBalOTCA. HenoCToOAHHbIN C1UM-
nTom babuHckoro crnpaea. B no3e Pomb6epra He cTouT, cu-
ANT C onopon. IHTeHUMA C ABYX CTOPOH Npuv NpoBefeHnmn
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nanbLie-MOJIOTOYKOBOM MPo6bl. OTMEYaloTCsA HapyLleHUs
bYHKLMI Ta30BbIX OPraHOB B BUAE Nepuoanyeckux 3agep-
YKEK 1 HefleprkaHui Moun, 3anopbl. HabnogaeTtcs runepru-
Lp03, MMMYecKas SKcnpeccua obeHeHa, Ha BONpPOChl OT-
BEYAeT NAaCCBHO, OTBETbI AAET CKyAHbIe. Peub Trixas, runep-
nanus C HasanbHbIM OTTeHKOM. Ha3HaueHa dapmakonorunye-
cKaf TepanusA, BKNoYaloLwasn noiMBUTaMUHHbBIA KOMIIEKC,
BasibnpoeByto KMcnoty (300 mr), neBoKapHUTUH (1 mn), de-
Hobap6wTan (25 mr). BoinvcaHa ana npoaosiXKeHNs neveHus
MO MecCTy XXWTeJNIbCTBa.

Cnycta 12 mecsAueB nocsie aebtoTa 3aboneBaHns CoCcTo-
AHNE pebEHKA OCTaBanoCh TAXKENbIM. Bec 60nbHOI cocTaB-
nan 35 Kr, uHaeKc maccbl Tena — 14 kr/m2. Mpu ocmoTpe: co-
3HaHVe CNyTaHHOe, OTMEYAETCA BbIHYXAEHHOE MOJIOXKeHVe
B MOCTeSIN, CONPOBOXKAAOLLEECs HaBA3UYNBBIMU, BbIYYPHbI-
MU OBVIXKEHUAMY KOHeUHOCTel 1 TynosuLa. KoxHble no-
KpOBbI 61legHO-Cepble, YNCTbIE, Ha N1Le — NepuopouTanb-
HO TéMHble Kpyrn. Peub no-npexHemy HapyLueHa, oTBeyva-
€T Ha MOCTaBJIeEHHble BOMPOCHI C TPYAOM, OAHOCIOXHbl-
MU npeanoxeHmamn. Habnogaetca obwmi runeprugpos
C NPUCOeAVHMBLLENCA ANCTaNbHONM runepTepmueinn. Camo-
CTOATENIbHO HEe MOXEeT CUAETb U XO4UTb, NepeaBuKeHre
BO3MOXHO TOJIbKO C noaaep»kkon. MyHKLUMM Ta30BbIX Op-
raHOB TaKKe HapYLUEHbI: CTYN1 CO CKIIOHHOCTbIO K 3arnopam,
LAV3ypUYeCcKe ABNEHUA B BUAE 3aJeP>KKM MOUN.

C uenbio BepudPuKaunmn grarHosa pebEHkKy Bbinosn-
HeHbl AMarHoCTUYeCcKne nccnefoBaHus. Tak, SNeKTPOIH-
uedanorpadpuyecknin MOHUTOPUHT NMoKa3asa MeaneHHble
bopMbl aKTMBHOCTU TeTa-AnanasoHa 6 I, pernctpupyio-
LWMeca no BCem oThaenam nonyluapui, 6e3 permoHanbHbIX
pasnuunn.

B ob6Lem aHanv3e KpoBY 1 MOUM NaTosorny obHapy-
»eHo He 6bino. MNpu npoBeaeHUN NONNIK3OMHOIO CEKBEHU-
pOBaHMA reHoMa O6Hapy»KeHa MyTaL{1sA BO BTOPOM 3K30He
reHa PRNP, npnogsawasn K 3ameHe pAsp178Asn, accounu-
|pOBaHHas ¢ dpaTasibHOWN CEMENHOWN 6GeCCOHHULIEN.

PE3VYJIbTATbl U OBCYXAEHUE

YunTbiBas aHaMHe3, >kaniobbl MOAPOCTKA, MHOroobpasne
KINUHMYECKMX NPOosBIieHnI 3aboneBaHNs, a Takke pesyrbTa-
Tbl NMOJISK30MHOI0 CEKBEHMPOBaH WA reHoMa, b1 NoCTaB-
NeH OKOHYaTeSbHbIV AnarHo3: patanbHasi ceMeliHasa 6eccoH-
HYLa. BBMAY OTCYTCTBUSA STUONOMMYECKON U NaToreHeTnye-
CKOW Tepanum JaHHoOro 3aboneBaHnsa 60bHON B AanbHen-
LLIeM OKa3blBaslacb Ma/NMATMBHAA MeANLIMHCKAA MOMOLLb.
JleTanbHbIn ncxop HacTynun yepes 19 mecAues nocne ge-
6loTa 3aboneBaHus.

CornacHo JaHHbIM TepaTypsbl, NauneHTbl C dpaTanb-
HOW CeMeNHOM NMHCOMHMEN Yallie BCTPeYalTCA B BO3pacT-
How rpynne ot 20 o 61 roga, a NPoJOIKNTENIbHOCTb W3-
HW BapbupyeT oT 7 o 72 mecaues [8]. B onncaHHOM KnnHW-
YyecKoMm cilyyae febloT ANarHOCTUPOBaH Yy AeByLUKM 16 neT;
0 MaumeHTax ¢ paTanbHON CeMenHOoN 6eCCOHHULEN B NOA-
|POCTKOBOM BO3pacTe paHee He coobLanoch.

MNpeAcTaBAeHHbIN KINHWYECKIA CyYan JeMOHCTPU-
pyeT HeEOQHO3HAYHOCTb U MHOFOrPAHHOCTb KIIMHUYECKUX
nposiBneHni GatanbHON CEMeNHON 6eCCOHHNLIbI, YTO NoA-
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