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PRAISE FOR THE POWER OF RARE


“I don’t read books, I’m way too busy for that, but if I did I’d read this one. Victoria Jackson is one of my closest friends and one smart strong woman. Even when she texts me I read it over and over again because it’s so well written. So I feel I can say with 100% confidence if you read this book you will learn something and see why I love and admire her so much.”


—Ellen DeGeneres


“I have watched for a decade as Victoria Jackson has been funding and creating circles instead of hierarchies and has brought a new and unprecedented collaboration between NMO researchers, drug companies not prone to collaboration, and otherwise isolated patients.”


—Gloria Steinem


“This is an important story about a mother’s push to transform the world of biomedical research. Victoria Jackson’s book is a reminder that power lives all around us, often in the most unlikely places.”


—Maria Shriver


“I once said that it takes either desperation or inspiration to transform vision into reality. The Power of Rare is the gripping story of how Victoria Jackson drew from the desperation to save her daughter from a life-threatening illness and used inspiration to create a revolutionary blueprint for curing rare and common diseases alike.”


—Tony Robbins


“Victoria Jackson has been an endless source of inspiration to me. Through the power of a mother’s love she has transformed the competitive world of medical research. I’m so glad she has shared her blueprint in The Power of Rare so more people can benefit from her tireless efforts.”


—Reese Witherspoon


“The Power of Rare is as much a book about rare leadership as it is a true story of how one mother, with no background in health or medicine, has built a global movement to cure a life-threatening rare disease that impacts every nation of this earth. Her blueprint should be studied by all leaders as we come together to solve all diseases—rare and common alike.”


—Ibrahim Boubacar KeÏta, President of the Republic of Mali


“This book has everything: an uplifting, unforgettable story that sheds light on the widespread reality of ‘orphan diseases’, the transformational power of activist patients and parents, an empowerment manifesto that will change how you think and feel about what it means to be rare.”


—Sherry Lansing


“The Power of Rare is equal parts science and inspiration. In her urgent drive to help her daughter, Victoria Jackson not only transformed the competitive world of biomedical research, but also created a new medical model for generations to come.”


—Arianna Huffington


“In The Power of Rare—an important book that paves the way to the future of personalized medicine—Victoria Jackson has given us a practical, user friendly blueprint for healing ourselves and our world.”


—Dustin Hoffman


“In the last decade, neuromyelitis optica has evolved from being unknown to being a Rosetta stone in the understanding of autoimmune disease. In The Power of Rare, Victoria Jackson tells how she catalyzed this transformation by forging a community of medical and scientific allies to change thinking and solve problems. The Guthy-Jackson Charitable Foundation has connected individual, institutional and national agendas to forge good will and collaboration to help patients. Through optimism, intellect, commitment and vision, she and her team have sped effective treatments and created a pathway to eventual cures.”


—Brian Weinshenker, MD, FRCP(C), Professor of Neurology, Mayo Clinic


“The approach taken to conquer this disease is a blueprint for how we might conquer other diseases, both those that are widespread and those that are rare. The strength of the approach described in the book is cooperation and sharing of ideas, data, and new ways of understanding the disease itself.”


—Lawrence Steinman, MD, Zimmerman Professor of Pediatrics, Neurology and Neurological Sciences, Stanford University


“Victoria has done an exceptional job at creating innovation to help her daughter and patients around the world. There are a lot of lessons we can take from her journey. She’s a tremendous person and this is a great book.”


—Jesse Dylan, Founder, CEO and Creative Director, Wondros


“The Power of Rare is an important story of how dedication and passion for the love of a child coupled with the drive, ingenuity and generosity of a rare individual, namely Victoria Jackson, can change the medical paradigm to break down silos and enhance collaboration in a race toward a cure. It’s a great read and a story that needs to be told to inspire others.”


—Robin L. Smith, MD, MBA, Chairman and President of The Stem for Life Foundation


“Victoria Jackson is an innovative entrepreneur, and an iconoclast. The Power of Rare tells the against-all-odds story of how this remarkable leader used her passion and raw determination to revolutionize medical research. The profound effects of her accomplishments will inspire all who strive to make a difference in the world.”


—Greg Renker, Founding Principal and Co-Chairman, Guthy|Renker


“As you read The Power of Rare, you’ll be moved to the depths of gratitude by how Victoria Jackson has demonstrated for all of us the incredible resourcefulness for doing whatever life calls you to do. She has given us all a profound gift of knowing that the impossible is absolutely possible.”


—Agapi Stassinopoulos, Author of Wake Up To The Joy of You


“Nine years ago, almost nothing was known about NMO, a rare disease we now understand afflicts tens of thousands across the African continent. Thanks to the life-saving work led by Victoria Jackson to cure NMO, there is great hope for improving and saving lives—and for solving other diseases that are not so rare.”


—Professor Samba Sow, Minister of Health and Public Hygiene, Mali


“The Power of Rare is a gift for patients, caregivers, clinicians, and scientists alike who seek answers and solutions to the growing epidemic of rare, autoimmune, and other diseases that impact the entire world. Ms. Jackson’s call to action for a revolution in caring about rare and each other is a message whose time has come.”


—Professor Mansour Ndiaye, Président African Academy of Neurology: AFAN
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To my beautiful daughter Ali




In the midst of winter, I found there was within me an invincible summer.


—Albert Camus
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PROLOGUE





REDEFINING RARE


The value of rare is something I appreciate, something I know intuitively in my life. And the recognition that each of us is infinitely unique—truly rare—is one of those simple, enduring truths that has long spoken to me.


Growing up, I remember secretly thinking of myself as someone who was too different, who didn’t quite fit in. An outsider. But over the years I’ve come to embrace and feel empowered by my rare identity. I’ve also always been most attracted to those who dare to be rare—who think differently, who don’t follow form or fashion but who celebrate the very qualities that set them apart.


The more I’ve studied rare, the more I’ve chosen to honor how unique every single human being is—each life is. Not just our faces and fingerprints but our stories and our struggles and our dreams. Yet what I’ve learned in recent years is that even though most everyone can agree about this universal aspect of rare, it raises one of the greatest challenges in modern medicine: if each of us is fundamentally unique, then why are so many treated with the exact same medicine?


Less than a decade ago, such a thought probably would not have been a concern. Much less something I’d be able to articulate.


Fast-forward. This very provocative question had somehow delivered me to a James Bond, 007–themed conference room at Google headquarters in Silicon Valley, California. I was there to make a presentation to some of the most tech-savvy executives around—and to ask them to turn their supercomputer powers from digital codes to disease cures. Sitting there waiting for them to arrive, I couldn’t help but imagine these techies walking in the room as thirty-something hyper-achievers ironically wearing hoodies and lugging backpack laptops.


And so they did—as if in uniform.


I jokingly said, “You know I really feel like I’m in the middle of an episode of Silicon Valley,” referring to the image of the characters on the TV show and their laid-back lifestyle as “disrupters”—to use their lingo—who are creating the future.


One of the more serious young execs said, “We don’t consider that show a sitcom. It’s a documentary.”


Silence. Then everyone turned to me and waited to hear what I was there to say.


Deep breath.


There have been so many surreal moments on my current journey when I’ve had to ask myself, How did I get here, and why did the universe choose me for this path? This was definitely one of those moments. Not so many years earlier, talking to such brainiacs about Big Data and its use in medical research would have been as likely as me being invited to speak at the Vatican about new cures for an autoimmune disease. And as the universe would have it, both of these impossible moments—and many others—have come true in the course of a lifeline that has taken me from mascara to medicine.


True. The fact is that until February 2008, my professional expertise and success came from making and marketing cosmetics. From lip gloss to moisturizer—these were my tools of the trade for a larger vision. One, in retrospect, that has many parallels to curing a rare disease. I could see the unique beauty in each woman and knew a way to reveal it from the inside out. I was passionate about helping women feel better about themselves and their lives—and wanted to share what I knew.


Going against the old rules of the cosmetics business, I followed the guidance of my own intuition to create change. That intuitive capacity is sometimes hard to explain; somehow, I understood how to bring the innate beauty in others to the surface. Even so, before I became a makeup artist–turned–cosmetics entrepreneur who challenged the status quo of the beauty world, I was a high school dropout who never dreamed of being able to attend a college class.


Since those early days, I’ve been amazingly fortunate that my life experiences and challenges have helped make up for my lack of formal education. Besides earning what has amounted to a doctorate in “street smarts,” I long ago learned the value of self-education—at every stage of life. Still, I’m the first to admit that my choice to give up mascara for medicine was not made because I was by any means the best candidate for doing so. No, this choice to take a real-life crash course in everything one needs to know to solve a rare autoimmune disease was made out of desperation, anguish, and absolute necessity. My self-taught medical school began the day my beautiful fourteen-year-old daughter, Ali, was diagnosed with a rare, life-threatening, and terrifying “orphan” condition called neuromyelitis optica, or NMO. And when I realized how poorly understood this disease was—and that there were few treatments and no cures—every day became devoted to changing that reality.


The same capacity for harnessing intuition that I used as an entrepreneur has served me well on the journey to curing NMO.


We hear the term “rare” so often that it’s almost a cliché—until you look at it in a different light. The chance of being struck by lightning in a given year is about 1 in a million. Rare. However, the chance of being struck by lightning in any one lifetime is about 1 in 10,000. Not so rare after all. And even more relatable, everyone understands what lightning is, can read the signs to predict it, and knows to respect it. If only the same were true for rare diseases like NMO.


Then how rare—really—is this rare disease with its misleading, simple three-letter name? Today, based on our work that has taken on this would-be killer, researchers have refined their estimates to suggest that it may impact as many as 500,000 people worldwide. Not so different from the prevalence of lightning strikes; such numbers nearly equal 1 in 10,000. But back in 2008—in those dark and frightening early hours of this journey—I remember hearing that only 2,000 patients in the world had NMO.


Such extreme odds fit into a recurring theme in my life—what I call the Rule of 2%. As far back as I can remember, when faced with the most unlikely of odds for something happening, that is exactly what would happen to me. The awareness crystallized for me several years ago when I was at the dentist and asked what to expect about a procedure and how long it would take to recuperate.


“Most people do fine,” he said. “But there’s always that 2%.” Turns out, he said, a tiny percentage of patients have had unique challenges that could make the process more difficult.


I knew then and there that’s where I’d be—in the 2%. Yep, and I told the dentist so.


He laughed.


During the procedure, there were a few surprises, and he had to agree: “You know, you’re right. You are one of the 2%.”


This may seem like a mundane example, but after that experience and countless like it in my life, I started referring to these rare events as my personal Rule of 2%.


Sometimes the 2% can be bad. But sometimes it can be good—like amazingly good. It’s the Rule that wins the lottery . . . that helps you turn crazy pipedream ideas into ways to revolutionize the marketplace . . . and, yes, it was the very Rule that once empowered a scared, insecure but determined teenager (me) to eventually build a cosmetics empire. Somehow my Rule turned a struggling young, then-single mom into a global Good Will Ambassador for Mascara. The Rule of 2% can turn the impossible into the possible, and brings with it the capability of empowering and transforming other lives.


Even so, nothing under the sun could have ever prepared me for the moment when Ali tested positive for a condition so rare that most of the medical community had never heard of it.


At the time, if you Googled “NMO,” you would have found little information and even less hope. Most of the content focused on unfortunate accounts of how this disorder could, without warning, bring on blindness, paralysis, and worse. Every parent’s darkest nightmare. As if not devastating enough to suddenly find out your beloved child has a life-threatening illness no one can cure—let alone knows much about—it was that much harder to be given the prognosis that our daughter may not live to see her eighteenth birthday.


When my husband and I first heard the doctor speak those words, they were more than shattering. They rearranged the molecules of my mind and soul, ultimately sending me on a mission to lead a cure revolution—even if I didn’t know it at the time.


All I knew in those blinding moments was that the Rule of 2% would show me a way forward. How? If 2% had gotten us into this, 2% was going to get us out.


To move toward a solution required me to understand how rare affects everyone.


You might assume, as I once did, that the total number of people afflicted by rare and/or autoimmune illnesses is not very high. Think again.


Dr. Michael Yeaman, a pioneering immunologist and a leading partner in our work to cure NMO—and whose extraordinary vision and voice have guided me on the journey of writing this book—recently put this myth into a global context. Michael has pointed out that the numbers challenge how one defines rare. Given a global population of nearly 7 billion, almost 350 million have a rare disease—and nearly 700 million are estimated to have an autoimmune disease. To give all that perspective, consider this: nearly 10 percent of inhabitants of planet Earth has an autoimmune disease, but only 4 percent uses Twitter. It has been said that if everyone with an autoimmune disease lived in the same land, it would be the third-most-populous country in the world.


No one is immune to disease. Even rare illnesses, taken together, add up to vast numbers of lives impacted and loved ones lost.


Today in the United States alone, more than 30 million people—1 in 10—wake up every morning to the reality of a rare, life-threatening, or debilitating autoimmune condition. There are approximately 7,000 identified rare diseases, almost all of them without cures, and 95 percent have precious few or no treatments. 


And to add heartache to misfortune, a high percentage of rare patients are young—with otherwise promising but unlived lives ahead of them. Further, autoimmune diseases are even more unfair, striking women much more frequently than men, and often in the prime of life, during child-bearing years and when children need their mothers more than ever. Such are the tragic and daunting realities of rare and autoimmune diseases.


But there is a new hope emerging—catalyzed by the Power of Rare—and not a moment too soon.


This is the extraordinary story that the NMO community has collectively written. From rare patients to equally rare problem solvers who together take on even rarer challenges, it tells of breakthroughs that have revealed NMO to be the little disease that could. Indeed, solving this one rare autoimmune disease could unlock doors to solving all other autoimmune diseases—or beyond, to even more common diseases, including cancer. After all, while such diseases may seem very different on their surface, at their core lies a basic identity crisis in the immune system.


This bold and meaningful understanding about the Power of Rare was echoed recently by filmmaker Jesse Dylan of Wondros films, who has collaborated with us on several short films we created to educate the world about NMO. As Jesse reminded me, this thesis has also been considered in the arena of cancer research.


“What people forget,” Jesse said, “is that thirty and forty years ago innovations that came in cancer were from the study of rare cancers. In solving one pathway in one disease, you can then extrapolate it to other pathways. So by focusing like never before on this one condition, NMO, it makes better medicine for everybody.”


Medical experts point out similar kinds of breakthroughs. Take for instance the fact that the first medicines to prevent HIV from targeting immune cells were not discovered by studying those who acquired the disease but by studying the rarer individuals who did not, even though they had been exposed.


And NMO takes these concepts further. We know that on the mysterious and miraculous continuum of immune function, too little can make a person vulnerable to cancer or infection, while too much can cause autoimmune disease or worse. Collectively cancer, infection, and autoimmune disease arguably cause more suffering and death than all other conditions combined. By solving NMO, we are learning the secrets of the immune system that control its most basic functions—from why cancer cells or infections elude immunity to why the immune system attacks one’s own body in autoimmune disease and everything in between. Imagine the potential these new insights offer for arresting disease at its source—even before it has come to exist at all. That is one Power of Rare.


These realities matter . . . and timing is everything. We are entering a once-in-a-generation window when basic science, clinical medicine, game-changing technology, industry investment, and the Power of Rare are poised together to make quantum leaps in saving and improving lives. In turn, lessons learned and discoveries made by applying the Power of Rare will reveal ideas and resources that can make a world of difference for untold numbers of patients and their loved ones who face rare and common diseases.


We need these kinds of solutions more than ever. We are at a crossroads of big challenges and even bigger opportunities. On one hand, we’re facing projections of dramatic increases—if not pandemics—of autoimmune disease, as well as cancer and infection. These trends could soon cause unprecedented illness and death around the world—unless we take action now. Superbugs are outsmarting antibiotics and threaten to return civilization to the pre-antibiotic era—unless we do something today. The climate crisis connected to global warming is sparking new and dangerous rare diseases—in the face of increasing airborne and waterborne threats—and will continue to do so unless we overcome our fears and act this moment.


We are all being called to act because the opportunity to solve or even prevent these crises in new and unifying ways has never been so possible.


Never before in the history of human accomplishments have we had the capability to cure NMO and a slew of other rare and even common diseases—thanks to an unprecedented chance to bring together brave new realities: an advanced understanding of the immune system; the technology to address genetic, molecular, and cellular dysfunctions; a global network of industry and advocacy willing to invest in solutions; and a heroic patient community committed to putting their lives on the line.


Yes, I have learned a lot from my against-all-odds journey with a rare disease—and the amazing speed of life advances we have made in just a few short years. How have these advances been achieved? How has this happened? For starters, by redefining rare—by choosing to see and solve the problem differently, and by gathering a group of dedicated problem solvers to join the mission.


This was the case that I presented to the tech gurus in Silicon Valley about why a giant bioinformatics company division should choose to care about a tiny and rare autoimmune disease—for the higher good of making a difference for all.


The truth is that in the universe of rare, people don’t always care. If it isn’t clear how a disease affects them or their loved ones, most don’t connect. Understandable—but unfortunate. And in fairness, it can be hard to see how rare has anything to do with someone not affected by it. This raises another aspect of the work that needs to be done. The reality is that even as the cures of tomorrow require breakthroughs in science and technology today, I believe the concept of a rare disease has a messaging problem—even a marketing problem—that when solved will play a key role in the cure revolution. Caring about rare should matter to us all. And that’s one reason that every time I’ve been disappointed by how people can shrug off the plight of a patient stigmatized by the label of a rare or orphan disease, I’ve become even more dedicated to telling my “Power of Rare” story in the cause of life-saving solutions.


My blueprint for building a foundation for a cure rests on the bedrock that we can turn rare causes into rare solutions. But to do so we need to care about each other—to realize that although a rare disease may seem to have nothing to do with you, there is a connection yet to be learned, and a solution yet to be found. It starts and ends with heart—and heart is all about connections. Our approach has not been conventional in this respect. For each of the key players on our revolutionary team, it has always been personal—often because of a loved one diagnosed with a life-threatening condition. This fact gave us courage to do things differently, sometimes even radically. My belief from the start was that if it was going to take a revolution to get all the greatest minds together and cure NMO—then by God or the universe or karma—that is what we would do.


I have learned that sometimes too much time is spent trying to tackle the huge or even insurmountable problems, when life-saving clues and solutions are held in the hands of rare all around us. We can be empowered to observe more closely, think more openly, and act more boldly in this cure revolution.


These can truly be the days of miracle and wonder.


We are entering a new era of personalized and precision medicine. In the coming years, we may no longer lump patients together who have the same superficial diagnosis. We will apply the lessons that are so intuitive: that each one of us—each life—truly is unique. Every disease condition will be both infinitely rare and not rare at all. Every patient will have her or his own distinct diagnosis, treatment, and cure. Yet another reason to redefine rare.


The Power of Rare is a book I was inspired to write and that I wrote to inspire. It is a call to action for a constructive revolution to change medicine from one-size-fits-all to custom-tailored care. If I have learned anything in accomplishing many of the things we were told could not easily be done—or be done at all—it is simply that heart and intuition can be as powerful as science and data. Combined, they form a blueprint for achieving the cures that one day can conquer all disease.


Beyond facts and figures, beyond the wonders of technology, we desperately need a revolution in caring—so that we can do this together and that no one is left to bear the burden of rare alone.


Hope is not rare. Love, courage, intuition, and the resiliency to keep going, even in the dark—none of these are rare. Strength in numbers, when the numbers would say otherwise, is rare. And the magical irony is that creating a movement to solve illnesses now considered rare will make them even rarer—to the point that they will become the ultimate example of rare: they will disappear.


After I told them my story of bringing together so many diverse and improbable partners, one of the young execs at Google asked me one simple question. “How? How did you bring all of these competitors together and get them to collaborate?”


It occurred to me that Saving Each Other, the book I co-authored with Ali about how we overcame those nightmarish early days following her diagnosis, really spoke to the question of why I took on the cause. And now the time had come to write about my blueprint that informed what we’ve done and how I have led our team—as we continue to push the boundaries of possibilities for cures at every turn.


My sincere hope is that by my sharing the lessons learned along the way—from the challenges faced to the course corrections made and the victories won—you will be inspired to apply the universal elements of our blueprint to your own revolution for change, whatever the highest goals of your mission may be.


And more, I hope that even in these most promising yet turbulent of times, this book will shed a light on your own miraculous possibilities—that it finds a way into your heart and inspires you to recognize your own uncommon gifts for transforming the world we share for the better.


This is The Power of Rare.




THE BLUEPRINT


One has to decide whether one’s fears or one’s hopes are what should matter most.


—Atul Gawande


Being Mortal




CHAPTER 1





OUT OF THE BLUE


A wince. Nothing more.


Out of the blue one night in February 2008—three months shy of her fifteenth birthday—my daughter, Ali, glanced out our car window as the two of us sped off to a mother-daughter night on the town. Then—suddenly she winced.


That moment changed the trajectory of our lives forever. And, because no one is immune, the cascade of events that followed revealed one of the most universal challenges every one of us must face when a nightmare scenario becomes real. It’s a matter of survival: the choice to recoil in the face of all-consuming, legitimate fears or to reach for our highest, innate strengths and abilities—and choose hope. And faith.


All of that was foreshadowed in Ali’s wince. But that is not where our story begins.


Before that moment, what comes most to mind are memories of a charmed life. By that, I mean in the days and months and years leading up to that point, life for me and my family seemed to be mostly solid, secure, exciting, successful, and somewhat glamorous—in short, charmed.


The charmed life was less about the rarefied air we sometimes inhabited and more about living every day as a blessing to cherish. For me, as a mom, most of all it meant that my three beautiful kids were healthy, happy, and thriving.


As self-made entrepreneurs, my husband, Bill, and I stayed grounded in never forgetting where we came from and in remembering the challenges we had overcome. In our own way, each of us had built a life that reflected what the American Dream is all about—reaching beyond conventional limits, transforming vision into reality. This meant using imagination and innovation to take on the status quo, and having the courage to think and to be different. Beyond our individual successes, we were passionate philanthropists, mentors as well as motivators. Whether paying forward or giving back, I valued opportunities to help create happier, more fruitful lives for others too. But most of all, my charmed life was about family, immediate and extended. About community.


No matter how busy the demands of our businesses, social lives, and other commitments, in our home, family has always come first. Connection has always been the priority.


Each one of my kids has a strong sense of wanting to make a difference in the lives of others and to give back. Even as a little girl, Ali was that way. And not because she wanted to draw attention to herself. Looking back, I’m sure she would have much preferred to go on a quest to end world hunger than put herself out there as Patient Zero for the Power of Rare. But as I would learn, you don’t always get to choose the path—often it chooses you.


Once upon a time there was the charmed life with Ali. Then a wince came totally out of the blue one clear Los Angeles night—that would test every meaning of the word “charmed.”


THE EYEBALL HEADACHE


Of course it was nothing, I rationalized to myself. But deep down I could feel the shock wave. Call it a sixth sense or mother’s intuition.


What had just happened? Minutes before we’d been talking away about the fun we were going to have at the Hollywood premiere of a movie that promised to be a twist on the old Cinderella story. We were, as always, savoring our Mom and Ali time. So much was happening for her—classes and tennis and the school newspaper, to name a few things. A born leader, Ali pulled everything off with grace and peak performance—enough to make the most A-type personality reassess perfection. She managed to inject humor, a sense of adventure, and wisdom beyond her age into every endeavor. She found meaning in every aspect of her bright young life.


After the wince, Ali tried to downplay it, saying, “You know, it feels like an eyeball headache, like something heavy is in my eye.” She brushed it off—her way of letting me know there was nothing to worry about. Typical teenager cool. That was pretty much her modus operandi—Ali smooth—no matter what.


Using her daughter logic, Ali would be the first to say that she did not have to worry about anything like an eyeball headache because: a) she knew for certain that whatever the problem was, she could count on Mom to fix it; and b) why sweat it when Mom does all the worrying for everyone else?


True. I decided long ago that shielding my three beloved kids from worry was part of my job as Mom—right?


Until early 2008, my career job was leading the cosmetics company I had launched twenty years earlier from my garage—and that I built into a global brand. But my profession never defined me. My identity has always been much more rooted in being a mother.


Ironically, instead of listening to my darker voice of concern about Ali’s sudden blurred vision and eye pain, for once I convinced myself all would be fine after we got her the right prescription for eye drops or whatever the doctor ordered. After all, we were talking about an otherwise healthy teenager.


“Optic neuritis.” That was the official diagnosis made by the eye doctor. Although I had never heard the term before, it seemed simple enough—a little bit of “eye-itis” did not seem to be a life-or-death problem. I thought we could take care of this minor issue and move on. But before I could exhale, the doctor referred Ali to a neurologist colleague for further testing. My “mom alarm” was now reverberating concern as the first shoe dropped.


“Why?” My stomach knotted up.


He had already prescribed steroids that he assured me would soon reduce the swelling and probably clear up her blurred eyesight quickly and permanently.


“Because,” he explained, “it’s important to find out why she is having the optic nerve inflammation in the first place.”


Today, I am grateful for that doctor’s hunch that maybe there was something more going on. I now realize we were fortunate, as many patients are only treated for symptoms—with little investigation as to their cause. But at the time I was unnerved: if the steroids would clear up the condition, then why more tests? That was my “mom heart” trying to spare Ali concern. Even so, my “mom mind” made the appointment with the specialist and agreed to additional blood work.


That’s when the other shoe dropped. I watched this kindly and thorough neurologist checking off boxes on a laboratory form that listed possible blood tests he could order for Ali to rule out a whole host of potential causes for her eyeball headache. Normally, I would not have even looked at the test names or asked questions. What did I know, anyway? But there was something eerie about one test he ordered that included in fine print the letters “NMO-IgG.”


Whatever prompted me to say anything, I have no idea, but not missing a beat, I asked, “What’s that?”


The doctor reassured me it was only to rule out something very rare and entirely unlikely. “Don’t worry,” he said. “She won’t have that.” He then mumbled something about how that would be too terrible to contemplate—a nightmare.


NMO—a simple three-letter abbreviation for a very complex disease known as neuromyelitis optica. The condition was so rare—I would later learn—that he had never heard any colleague report the test coming back positive, much less ever encountered a patient who had it. As the test was new and had only been developed a few years earlier at the Mayo Clinic, this was the first time he had ever tested anyone for the nightmare.


AGAINST ALL ODDS


What happened next blurred time and space in a collision of anguish in my memory. It’s hard to recall how many days lapsed before Bill and I huddled over the phone in our home office and waited to hear a report from the additional tests. There were so many results to review, I told myself worrying was useless. Surely there would be a common diagnosis with an easy fix.


But during those next surreal seconds, that assumption was destroyed. We were told Ali had tested positive for a condition that was among the rarest of the rare. I vaguely remember first hearing the terms “neuromyelitis optica” and NMO for short—as if the simple name would mean a simple treatment.


Previously known as Devic’s disease, NMO is anything but simple. As we would learn, this rare autoimmune disease of the central nervous system involves two of the most complex and mysterious aspects of the human body—the brain and the immune system. We were then given what little information the neurologist knew about NMO—and were told to prepare ourselves for the worst.


There had to be a mistake. Someone or some test must be incorrect. I stopped breathing.


There is no book, no guide, no platitudes or proverbs that can prepare anyone to grapple with news of a rare diagnosis and horrifying prognosis for their dearest loved ones. You feel plunged into darkness, without even a crack of light to be found. A charmed world of color and laughter turned gray and silent. We felt utterly alone—and Ali’s life was on the line.


In one instant, my story changed from having overcome all odds to being up against all odds.


INTO A SEA OF DARKNESS


In 2008, there was precious little information available about NMO and none easily accessed online—except for a few gothic accounts of how this mysterious disorder could strike without warning and wreak devastating havoc. It was so rare that the majority of healthcare providers had never heard of NMO, much less seen a case in real life.


It should be enough of a terrifying specter to suddenly learn that your beloved child has what experts call an “incurable” and life-threatening condition that few know about. But even more than that, we were now on watch for the sudden and mysterious onset of another attack that would mean the advancement of the disease. This is one of the most brutal fears a mother can have—that NMO relapses can occur without warning or mercy, and that their cumulative effects can leave a loved one blind and paralyzed—as if cast adrift into a sea of darkness.


The menace of NMO onset or relapse can be accompanied by a host of symptoms: terrible pain, inability to control bowel or bladder function, loss of eyesight, inability to move, and sometimes a range of peculiar gastrointestinal issues such as uncontrollable hiccups. But even the lightning bolt shock of such scenarios paled in comparison to what I remember hearing on that same phone call: “This would be the time to try to make the most of however long you have left with your daughter.” We had been told to prepare for loss.


From that moment, I began to hear the sound of a ticking clock in my head. Call it a ticking time bomb.


In the days that followed, we confronted other realities about this rare and poorly understood disease that had no treatments proven to be effective or safe, and even less hope of breakthrough research.


However much I wanted to fall apart and rage against the universe, that would have to wait and could not be my ultimate choice. The truth is that no disease, regardless how rare or relentless, could curse my capacity to respond. Nor could it shatter the deepest part of my heart, from where I would draw the power to defy the odds. As little as I knew about NMO, nothing could conquer my resolve that there was no such thing as “impossible” when it came to our bold intention: saving Ali and ensuring she would not just survive but thrive and live a long, healthy life filled with joy.


I had so much to learn. The physical lessons of science and medicine would be a must. But the metaphysical lesson of the eyeball headache came first—that no matter how happy, secure, or charmed a life may seem, no one is guaranteed protection from a terrifying diagnosis. And while each human life is singular in its own way, none of us gets a pass from the necessity to act in the face of our fears. The “worst” was not going to happen—not on my watch.


A CENTURY OF MYSTERY


Looking back, there was shockingly little information about NMO readily available to the newly diagnosed. To this injury, add the insult that NMO was labeled an “orphan” disease—meaning it was assigned a classification that in a numbers game could stand in the way of funding for promising research or new drug trials.


As an outsider to how slow-moving medical research can be, it was natural to be all the more alarmed that this mysterious rare disease had fallen through the cracks of medical science. But that wasn’t the ultimate surprise. The greater surprise was how the Power of Rare—what I would soon recognize as a source to give us answers—had been so long neglected in NMO or other exceptionally uncommon diseases. A different way of thinking about rare was desperately needed to galvanize the science of a disease that was mostly mired in the quicksand of nineteenth-century dogma.


In time, I would catch up on the history of how this condition had remained in the dark for the last century. Then I had to cobble together this background into a mosaic of opportunity—enough to eventually let me glimpse how solving NMO could unlock the mystery of other unsolved diseases.


Neuro-myélite optique aigue—or neuromyelitis optica acuta—was the name given this elusive disease in 1894 by a young French neurologist named Eugène Devic and his medical student Fernand Gault. It was first described as a syndrome of the central nervous system, in which many of Devic’s patients presented with acute symptoms resembling multiple sclerosis. A condition of rapid onset in which both the spinal cord and optic nerves were affected, it was known to afflict more women than men. The disorder had mystified early researchers for its refusal to follow any kind of predictable course. Infections such as botulism, heritable blindness, spinal cord trauma, or even obscure mental illnesses were among the initial considerations as causes. It was a true orphan condition that had never been systematically studied or appropriated to any single branch of medical research. So, for lack of any other parent, Devic adopted the condition he had first called neuromyelitis optica as his own to study, and, as suggested by Gault, Devic’s disease became the name of the syndrome.


Then, for more than a hundred years, the science and medical practice of NMO remained a mystery. Small advances, derived from passing glimpses into the effects of NMO, occurred from time to time—whenever an impassioned doctor tried to push the boundaries of medical care to change the devastating course of disease. But even the most modern therapies of those periods were not yet proven safe or effective, and posed their own concerns associated with a lengthy suppression of the immune system.


Devic’s disease continued for the most part to be considered an extreme, highly aggressive variant of multiple sclerosis (MS) until a breakthrough was reported in December 2004 from the Mayo Clinic:


ROCHESTER, MN—Misdiagnosis of a severely paralyzing disease can now be averted due to a blood test developed by Mayo Clinic researchers and their Japanese collaborators. Often misdiagnosed as multiple sclerosis, neuromyelitis optica (NMO) also causes blindness in many sufferers. The finding will help doctors correctly treat NMO—also known as Devic’s syndrome—sooner and more effectively. Early diagnosis is important because NMO is best treated differently than multiple sclerosis. Treatment requires immune suppressive medications in the first instance, rather than the immune modulatory treatments typically prescribed for MS. Therefore, a patient who has NMO, but is misdiagnosed with MS, may not receive optimal care at the earliest possible time.


The news described how their scientific investigation had led to the discovery of a characteristic autoantibody—an immune system protein that circulated in the bloodstream and targeted the normally harmless water channel molecule, aquaporin-4 (AQP4). At first, because this antibody was identified in just a small subset of 85,000 blood samples taken from patients with different autoimmune disorders, its significance was not understood. But when the sample codes were broken, the researchers discovered that the mystery autoantibody was present only in the blood of NMO patients. From that day forward, the telltale autoantibody was given the name NMO-immunoglobulin G—or NMO-IgG—and served as a biomarker to help diagnose this rare autoimmune disease.


Unfortunately, key discoveries take time to be accepted—even in the life-and-death arena of medicine. Although the NMO-IgG biomarker was known, even the U.S. National Institutes of Health (NIH) had few answers for causes or consequences of NMO as late as 2007. Their NMO “fact sheet” offered as few facts as the cases they attempted to describe:


NMO leads to loss of myelin, which is a fatty substance that surrounds nerve fibers and helps nerve signals move from cell to cell. The syndrome can also damage nerve fibers and leave areas of broken-down tissue. In the disease process of NMO, for reasons that aren’t yet clear, immune system cells and antibodies attack and destroy myelin cells in the optic nerves and the spinal cord.


And worse, hardly any of the information that was known about NMO was available to newly diagnosed patients or their loved ones. No organized mechanism was in place to raise awareness of—or access to—the blood test for NMO-IgG. So countless patients continued to be misdiagnosed with MS or other conditions and, in many cases, were administered medicines that did not help them or even harmed them. None of this was the fault of clinicians, NIH, or any other entity. NMO was simply too rare a disease for physicians to know otherwise, or to rise high enough on their radar screen of urgency. Those barriers would be shattered at the speed of life, as we would describe the pace of change that had to happen beginning in 2008.


JOURNEY TO THE LAND OF MAYO


When Bill and I hung up from that nightmarish call, our world plunged into darkness. We sat in frozen silence for moments, staring at the phone—as if it was to blame for the horrifying news we had just received. A wrong number? Somebody else’s curse? The doctor had actually said to us, “This would be the time to go into denial.”


Somewhere in that blur, wracked with anguish and disbelief, I could barely feel my body as I made it up the stairs to our bedroom, where I broke down. My next thoughts—when I could start to form them, after peeling myself off the floor—started coming in a flood of urgent questions. How can I protect my daughter? What must I learn about this rare autoimmune condition? Where are the experts who know more? Who is leading the charge for research? When will there be promising treatments and a cure? Are there other patients and families we can talk to? Or are we alone?


We immediately began scouring every possible source of information there was to be found about this “incurable orphan disease”—from the Internet to medical literature and beyond. We quickly sought out all expertise in our own medical Rolodex, and extended it into a six-degrees-of-connection network. The consensus from every link was to get ourselves to the Mayo Clinic in Rochester, Minnesota. As in—get there yesterday.


That March, we flew from balmy, tropical Los Angeles into the late winter weather of the Land of 10,000 Lakes. In the midst of Minnesota snow flurries, with most of our family seated in the waiting room, courage and fear came closest together.


Everything was locked in time, still and quiet. In my memory we were surrounded by darkness, with only our faces lit, as in a Rembrandt portrait, foretelling a story of shadows and hopes that no words could express. Ali appeared to me as though draped in the white light I had been summoning to protect her. Calm. Stoic.


Even with my best intentions, she had not failed to notice the signs—Center for Multiple Sclerosis and Autoimmune Neurology and Neuro-immunology and Demyelinating Diseases.


“Do I have MS?” Ali asked. Just a day earlier she was content to leave the answer to her questions at “too much inflammation.” In fact, she had explicitly asked not to know more about her diagnosis. I told her, “No, honey, that’s not what you have.” She nodded and reverted back to that cryptic glint in her eyes. The one that says, ’Nuff’ said. That’s all I need to know—for now.


No words were needed to remind me that I was supposed to fix this. This is what I do. And that was all Ali wanted to know.


But her face registered a pulse of concern—a tiny vein that showed itself on her brow. It was the same endearing little blue sign of life she had as a newborn that seemed extraordinary, even rare. It was the kind of sign that made me think one day things might not go so easily for this little angel. And then all at once time and space snapped me back to the reality that I knew she was thinking: Why? Why am I here?


Yes, why were we here? After all, since the “eyeball headache,” Ali’s optic neuritis had improved. The steroids had done their job. After watching her vision in the one eye diminish to the point that she could no longer tell how many fingers I was holding up in front of her nose, her eyesight had almost returned to normal. But there we were, in the Mayo Clinic waiting room, anticipating our meeting with Dr. Brian Weinshenker.


With its mystique for offering solutions after long and difficult personal journeys, the Mayo Clinic represented a metaphor for the Land of Oz—the magical place out of one of Ali’s favorite stories. Dr. Weinshenker was the expert we had traveled to see, and the man we would come to respectfully call the “Wizard of Mayo.”


I noticed Ali taking in the room, assessing the other patients also waiting to be seen. Some were sight-impaired. Some were paralyzed, in wheelchairs, or only able to walk with the aid of canes, walkers, or loved ones. They were young and old, but none as young as Ali. Their family members and caretakers showed a spectrum of emotion from concern to hope—from exhaustion to fear.
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